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(57) Abstract: This invention relates to newly identified colon or colon cancer related polynucleotides and the polypeptides encoded 
S bv tnese polynucleotides herein collectively known as "colon cancer antigens", and the use of such colon cancer antigens for targeting 

specific cell types and/or diagnosing, detecting, preventing and treating disorders of the colon, particularly the presence of colon 

cancer and colon cancer metastases. This invention relates to colon cancer antigens as well as vectors, host cells, antibodies directed 
^ to colon cancer antigens and the recombinant or synthetic methods for producing the same. Also provided are diagnostic methods for 

diagnosing and treating, preventing and/or prognosing disorders related to the colon, including colon cancer, and therapeutic methods 
Q for treating such disorders. The invention further relates to screening methods for identifying agonists and antagonists of colon cancer 
^ antigens of the invention. The present invention further relates to inhibiting the production and function of the polypeptides of the 
^ present invention. 
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Colon and Colon Cancer Associated 
Polynucleotides and Polypeptides 

Field of the In vention 

5 

This invention relates to newly identified colon or colon cancer related 
polynucleotides and the polypeptides encoded by these polynucleotides herein collectively 
known as "colon cancer antigens," and the use of such colon cancer antigens for targeting 
specific cell types and/or diagnosing, detecting, preventing and treating disorders disorders of 

10 the colon, particularly the presence of colon cancer and colon cancer metastases. This 
invention relates to colon cancer antigens as well as vectors, host cells, antibodies directed to 
colon cancer antigens and the recombinant or synthetic methods for producing the same. 
Also provided are diagnostic methods for diagnosing and treating, preventing and/or 
prognosing disorders related to the colon, including colon cancer, and therapeutic methods 

15 for treating such disorders. The invention further relates to screening methods for identifying 
agonists and antagonists of colon cancer antigens of the invention. The present invention 
further relates to inhibiting the production and function of the polypeptides of the present 
invention. 

20 Background of the Invention 

Cell growth is a carefully regulated process which responds to specific needs of the 
body. Occasionally, the intricate, and highly regulated controls dictating the rules for cellular 
division break down. When this occurs, the cell begins to grow and divide independently of 
its homeostatic regulation resulting in a condition commonly referred to as cancer. In fact, 

25 cancer is the second leading cause of death among Americans aged 25-44. 

Colorectal cancers are among the most common cancers in men and women in the 
U.S. and are one of the leading causes of death. Other than surgical resection no other 
systemic or adjuvant therapy is available. Vogelstein and colleagues have described the 
sequence of genetic events that appear to be associated with the multistep process of colon 

30 cancer development in humans (Trends Genet 9(4):1 38-41 (1993)). An understanding of the 
molecular genetics of carcinogenesis, however, has not led to preventative or therapeutic 
measures. It can be expected that advances in molecular genetics will lead to better risk 
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assessment and early diagnosis but colorectal cancers will remain a deadly disease for a 
majority of patients due to the lack of an adjuvant therapy. Adjuvant or systemic treatments 
are likely to arise from a better understanding of the autocrine factors responsible for the 
continued proliferation of cancer cells. 
5 Colorectal carcinoma is a malignant neoplastic disease. There is a high incidence of 

colorectal carcinoma in the Western world, particularly in the United States. Tumors of this 
type often metastasize through lymphatic and vascular channels. Many patients with 
colorectal carcinoma eventually die from this disease. In fact, it is estimated that 62,000 
persons in the United States alone die of colorectal carcinoma annually. 

10 At the present time the only systemic treatment available for colon cancer is 

chemotherapy. However, chemotherapy has not proven to be very effective for the treatment 
of colon cancers for several reasons, the most important of which is the fact that colon 
cancers express high levels of the MDR gene (that codes for multi-drug resistance gene 
products). The MDR gene products actively transport the toxic substances out of the cell 

15 before the chemotherapeutic agents can damage the DNA machinery of the cell. These toxic 
substances harm the normal cell populations more than they harm the colon cancer cells for 
the above reasons. 

There is no effective systemic treatment for treating colon cancers other than 
surgically removing the cancers. In the case of several other cancers, including breast 

20 cancers, the knowledge of growth promoting factors (such as EGF, estradiol, IGF-11) that 
appear to be expressed or effect the growth of the cancer cells, has been translated for 
treatment purposes. But in the case of colon cancers this knowledge has not been applied and 
therefore the treatment outcome for colon cancers remains bleak. 

Thus, the discovery of new human colon and colon cancer related polynucleotides 

25 and the polypeptides encoded by them satisfies a need in the art by providing new 
compositions which are useful in the diagnosis, prevention and treatment of disorders of the 
colon, particularly tumors, especially of the intestine; inflammatory disorders; enterocolitis; 
miscellaneous intestinal inflammatory disorders; ulcerative disorders; and/or noncancerous 
tumors. 

30 
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3 

Summary of the Invention 

This invention relates to newly identified colon and colon cancer related 
polynucleotides and the polypeptides encoded by these polynucleotides herein collectively 
5 known as "colon cancer antigens." This invention relates to colon and colon cancer related 
polypeptides as well as vectors, host cells, antibodies directed to colon cancer antigens and 
the recombinant methods for producing the same. Also provided are diagnostic methods for 
diagnosing and treating, preventing and/or prognosing disorders related to the colon, 
including colon cancer, and therapeutic methods for treating such disorders. The invention 
10 further relates to screening methods for identifying agonists and antagonists of colon cancer 
antigens of the invention. 

Detailed Description 

Tables 

15 Table 1 summarizes some of the colon cancer antigens encompassed by the invention 

(including cDNA clones related to the sequences (Clone ID NO:Z), polynucleotide 
sequences (contig identifier (Contig ID:) or sequence identifier (Sequence ID:) and 
nucleotide sequence identifier (SEQ ID NO:X)) and further summarizes certain 
characteristics of the colon and colon cancer related polynucleotides and the polypeptides 

20 encoded thereby. The first column shows the "SEQ ID NO:X" for each of the 4277 colon and 
colon cancer related polynucleotide sequences of the invention. The second column provides 
a unique "Sequence/Contig ID" identification for each of the colon and colon cancer related 
polynucleotide and/or polypeptide sequences. The third column, "Gene Name," and the 
fourth column, "Overlap," provide a putative identification of the gene based on the sequence 

25 similarity of its translation product to an amino acid sequence found in a publicly accessible 
gene database and the database accession no. for the database sequence having similarity, 
respectively. The sixth and seventh columns provide the location (nucleotide position nos. 
within the sequence/contig), "Start" and "End", in the polynucleotide sequence "SEQ ID 
NO:X" that delineate the preferred ORF shown in the sequence listing as SEQ ID NO:Y 

30 (column five). The eighth and ninth columns provide the "%Id" (percent identity) and "%Si" 
(percent similarity), respectively, observed between the aligned sequence segments of the 
translation product of SEQ ID NO:X and the database sequence. The tenth column provides a 
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unique "Clone JD:Z" for a cDNA clone related to each contig sequence. The eleventh column 
provides the "Cloning vector" contained in the cDNA clone ID. 

Table 2 summarizes ATCC Deposits, Deposit dates, and ATCC designation numbers 
of deposits made with the ATCC in connection with the present application. 

5 Table 3 summarizes the expression profile of polynucleotides corresponding to the 

clones disclosed in Table 1. The first column provides a unique clone identifier, "Clone ID", 
for a cDNA clone related to each contig sequence disclosed in Table 1. Column 2, "Library 
Codes" shows the expression profile of tissue and/or cell line libraries which express the 
polynucleotides of the invention. Each Library Code in column 2 represents a tissue/cell 

10 source identifier code corresponding to the Library Code and Library description provided in 
Table 5. Expression of these polynucleotides was not observed in the other tissues and/or cell 
libraries tested. One of skill in the art could routinely use this information to identify tissues 
which show a predominant expression pattern of the corresponding polynucleotide of the 
invention or to identify polynucleotides which show predominant and/or specific tissue 

15 expression. 

Table 4, column 1, provides a nucleotide sequence identifier, "SEQ ID NO:X," that 
matches a nucleotide SEQ ID NO:X disclosed in Table 1, column 5. Table 4, column 2, 
provides the chromosomal location, "Cytologic Band or Chromosome," of polynucleotides 
corresponding to SEQ ID NO:X. Chromosomal location was determined by finding exact 

20 matches to EST and cDNA sequences contained in the NCBI (National Center for 
Biotechnology Information) UniGene database. Given a presumptive chromosomal location, 
disease locus association was determined by comparison with the Morbid Map, derived from 
Online Mendelian Inheritance in Man (Online Mendelian Inheritance in Man, OMIM™. 
McKusick-Nathans Institute for Genetic Medicine, Johns Hopkins University (Baltimore, 

25 MD) and National Center for Biotechnology Information, National Library of Medicine 
(Bethesda, MD) 2000. World Wide Web URL: http://www.ncbi.nlm.nih.gov/omim/). If the 
putative chromosomal location of the Query overlapped with the chromosomal location of a 
Morbid Map entry, the OMIM reference identification number of the morbid map entry is 
provided in Table 4, column 3, labelled "OMIM ID." A key to the OMIM reference 

30 identification numbers is provided in Table 6. 
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5 

Table 5 provides a key to the Library Code disclosed in Table 3. Column 1 provides 
the Library Code disclosed in Table 3, column 2. Column 2 provides a description of the 
tissue or cell source from which the corresponding library was derived. 

Table 6 provides a key to the OMIM reference identification numbers disclosed in 
Table 4, column 3. OMIM reference identification numbers (Column 1) were derived from 
Online Mendelian Inheritance in Man (Online Mendelian Inheritance in Man, OMIM, 
McKusick-Nathans Institute for Genetic Medicine, Johns Hopkins University (Baltimore, 
MD) and National Center for Biotechnology Information, National Library of Medicine, 
(Bethesda, MD) 2000. World Wide Web URL: http://www.ncbi.nlm.nih.gov/omim/). 
Column 2 provides diseases associated with the cytologic band disclosed in Table 4, column 
2, as determined using the Morbid Map database. 

Table 7 indicates public ESTs, of which at least one, two, three, four, five, ten, fifteen 
or more of any one or more of these public EST sequences are optionally excluded from 
certain embodiments of the invention. 

Table 8 lists residues comprising antigenic epitopes of antigenic epitope-bearing 
fragments present in each of the preferred ORFs (SEQ ID NO:Y) encoded by the colon or 
colon cancer related polynucleotides described in Table 1 as predicted by the inventors using 
the algorithm of Jameson and Wolf, (1988) Comp. Appl. Biosci. 4:181-186. The Jameson- 
Wolf antigenic analysis was performed using the computer program PROTEAN (Version 
3.11 for the Power Macintosh, DNASTAR, Inc., 1228 South Park Street Madison, WI). 
Colon and/or colon cancer related polypeptides shown in Table 1 may possess one or more 
antigenic epitopes comprising residues described in Table 8. It will be appreciated that 
depending on the analytical criteria used to predict antigenic determinants, the exact address 
of the determinant may vary slightly. The residues and locations shown described in Table 8 
correspond to the amino acid sequences for each colon and/or colon cancer related 
polypeptide sequence shown in the Sequence Listing. 

Table 9 shows the cDNA libraries sequenced, and ATCC designation numbers and 
vector information relating to these cDNA libraries. 

Definitions 

The following definitions are provided to facilitate understanding of certain terms 
used throughout this specification. 
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In the present invention, "isolated" refers to material removed from its original 
environment (e.g., the natural environment if it is naturally occurring), and thus is altered "by 
the hand of man" from its natural state. For example, an isolated polynucleotide could be 
part of a vector or a composition of matter, or could be contained within a cell, and still be 

5 "isolated" because that vector, composition of matter, or particular cell is not the original 
environment of the polynucleotide. The term "isolated" does not refer to genomic or cDNA 
libraries, whole cell total or mRNA preparations, genomic DNA preparations (including 
those separated by electrophoresis and transferred onto blots), sheared whole cell genomic 
DNA preparations or other compositions where the art demonstrates no distinguishing 

1 0 features of the polynucleotide/sequences of the present invention. 

As used herein, a "polynucleotide" refers to a molecule having a nucleic acid 
sequence contained in SEQ ID NO:X or the cDNA clone deposited with the ATCC. For 
example, the polynucleotide can contain the nucleotide sequence of the full length cDNA 
sequence, including the 5' and 3' untranslated sequences, the coding region, as well as 

1 5 fragments, epitopes, domains, and variants of the nucleic acid sequence. Moreover, as used 
herein, a "polypeptide" refers to a molecule having the translated amino acid sequence 
generated from the polynucleotide as broadly defined. 

In the present invention, "SEQ ID NO:X" was often generated by overlapping 
sequences contained in multiple clones (contig analysis). A representative clone containing 

20 all or most of the sequence for SEQ ID NO:X is deposited at Human Genome Sciences, Inc. 
(HGS) in a catalogued and archived library. As shown in Table 1, each clone is identified by 
a cDNA Clone ID (Identifier). Each Clone ID is unique to an individual clone and the Clone 
ID is all the information needed to retrieve a given clone from the HGS library. In addition 
to the individual cDNA clone deposits, the cDNA clones were deposited at the American 

25 Type Culture Collection (hereinafter "ATCC"). As mentioned below, Table 1 correlates the 
Clone ID names with SEQ ID NOs. Furthermore, it is possible to retrieve a given cDNA 
clone from the ATCC deposit by techniques known in the art and described elsewhere herein. 
The ATCC is located at 10801 University Boulevard, Manassas, Virginia 20110-2209, USA. 
The ATCC deposits were made persuant to the terms of the Budapest Treaty on the 

30 international recognition of the deposit of microorganisms for the purposes of patent 
procedure. 
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In specific embodiments, the polynucleotides of the invention are at least 15, at least 
30, at least 50, at least 100, at least 125, at least 500, or at least 1000 continuous nucleotides 
but are less than or equal to 300 kb, 200 kb, 100 kb, 50 kb, 15 kb, 10 kb, 7.5kb, 5 kb, 2.5 kb, 
2.0 kb, or 1 kb, in length. In a further embodiment, polynucleotides of the invention 
5 comprise a portion of the coding sequences, as disclosed herein, but do not comprise all or a 
portion of any intron. In another embodiment, the polynucleotides comprising coding 
sequences do not contain coding sequences of a genomic flanking gene (i.e., 5' or 3' to the 
gene of interest in the genome). In other embodiments, the polynucleotides of the invention 
do not contain the coding sequence of more than 1000, 500, 250, 100, 50, 25, 20, 15, 10, 5, 4, 

10 3, 2, or 1 genomic flanking gene(s). 

A "polynucleotide" of the present invention also includes those polynucleotides 
capable of hybridizing, under stringent hybridization conditions, to sequences contained in 
SEQ ID NO:X, the complement thereof, or the cDNA clone within the pool of cDNA clones 
deposited with the ATCC. "Stringent hybridization conditions" refers to an overnight 

15 incubation at 42 degree C in a solution comprising 50% formamide, 5x SSC (750 mM NaCl, 
75 mM trisodium citrate), 50 mM sodium phosphate (pH 7.6), 5x Denhardt's solution, 10% 
dextran sulfate, and 20 ng/ml denatured, sheared salmon sperm DNA, followed by washing 
the filters in 0.1 x SSC at about 65 degree C. 

Also contemplated are nucleic acid molecules that hybridize to the polynucleotides of 

20 the present invention at lower stringency hybridization conditions. Changes in the stringency 
of hybridization and signal detection are primarily accomplished through the manipulation of 
formamide concentration (lower percentages of formamide result in lowered stringency); salt 
conditions, or temperature. For example, lower stringency conditions include an overnight 
incubation at 37 degree C in a solution comprising 6X SSPE (20X SSPE = 3M NaCl; 0.2M 

25 NaH 2 P0 4 ; 0.02M EDTA, pH 7.4), 0.5% SDS, 30% formamide, 100 ug/ml salmon sperm 
blocking DNA; followed by washes at 50 degree C with 1XSSPE, 0.1% SDS. In addition, to 
achieve even lower stringency, washes performed following stringent hybridization can be 
done at higher salt concentrations (e.g. 5X SSC). 

Note that variations in the above conditions may be accomplished through the 

JO inclusion and/or substitution of alternate blocking reagents used to suppress background in 
hybridization experiments. Typical blocking reagents include Denhardt's reagent, BLOTTO, 
heparin, denatured salmon sperm DNA, and commercially available proprietary formulations. 
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The inclusion of specific blocking reagents may require modification of the hybridization 
conditions described above, due to problems with compatibility. 

Of course, a polynucleotide which hybridizes only to polyA+ sequences (such as any 
y terminal polyA+ tract of a cDNA shown in the sequence listing), or to a complementary 
5 stretch of T (or U) residues, would not be included in the definition of "polynucleotide," since 
such a polynucleotide would hybridize to any nucleic acid molecule containing a poly (A) 
stretch or the complement thereof (e.g., practically any double-stranded cDNA clone 
generated using oligo dT as a primer). 

The polynucleotide of the present invention can be composed of any 

10 polyribonucleotide or polydeoxribonucleotide, which may be unmodified RNA or DNA or 
modified RNA or DNA. For example, polynucleotides can be composed of single- and 
double-stranded DNA, DNA that is a mixture of single- and double-stranded regions, single- 
and double-stranded RNA, and RNA that is mixture of single- and double-stranded regions, 
hybrid molecules comprising DNA and RNA that may be single-stranded or, more typically, 

15 double-stranded or a mixture of single- and double-stranded regions. In addition, the 
polynucleotide can be composed of triple-stranded regions comprising RNA or DNA or both 
RNA and DNA. A polynucleotide may also contain one or more modified bases or DNA or 
RNA backbones modified for stability or for other reasons. "Modified" bases include, for 
example, tritylated bases and unusual bases such as inosine. A variety of modifications can 

20 be made to DNA and RNA; thus, "polynucleotide" embraces chemically, enzymatically, or 
metabolically modified forms. 

The polypeptide of the present invention can be composed of amino acids joined to 
each other by peptide bonds or modified peptide bonds, i.e., peptide isosteres, and may 
contain amino acids other than the 20 gene-encoded amino acids. The polypeptides may be 

25 modified by either natural processes, such as posttranslational processing, or by chemical 
modification techniques which are well known in the art. Such modifications are well 
described in basic texts and in more detailed monographs, as well as in a voluminous 
research literature. Modifications can occur anywhere in a polypeptide, including the peptide 
backbone, the amino acid side-chains and the amino or carboxyl termini. It will be 

30 appreciated that the same type of modification may be present in the same or varying degrees 
at several sites in a given polypeptide. Also, a given polypeptide may contain many types of 
modifications. Polypeptides may be branched , for example, as a result of ubiquitination, and 
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they may be cyclic, with or without branching. Cyclic, branched, and branched cyclic 
polypeptides may result from posttranslation natural processes or may be made by synthetic 
methods. Modifications include acetylation, acylation, ADP-ribosylation, amidation, 
covalent attachment of flavin, covalent attachment of a heme moiety, covalent attachment of 
5 a nucleotide or nucleotide derivative, covalent attachment of a lipid or lipid derivative, 
covalent attachment of phosphotidylinositol, cross-linking, cyclization, disulfide bond 
formation, demethylation, formation of covalent cross-links, formation of cysteine, formation 
of pyroglutamate, formylation, gamma-carboxylation, glycosylation, GPI anchor formation, 
hydroxylation, iodination, methylation, myristoylation, oxidation, pegylation, proteolytic 

10 processing, phosphorylation, prenylation, racemization, selenoylation, sulfation, transfer- 
RNA mediated addition of amino acids to proteins such as arginylation, and ubiquitination. 
(See, for instance, PROTEINS - STRUCTURE AND MOLECULAR PROPERTIES, 2nd 
Ed., T. E. Creighton, W. H. Freeman and Company, New York (1993); 
POSTTRANSLATIONAL COVALENT MODIFICATION OF PROTEINS, B. C. Johnson, 

15 Ed., Academic Press, New York, pgs. 1-12 (1983); Seifter et al., Meth Enzymol 182:626-646 
(1990); Rattan et al., Ann NY Acad Sci 663:48-62 (1992).) 

"SEQ ID NO:X" refers to a polynucleotide sequence while "SEQ ID NO:Y" refers to 
a polypeptide sequence. SEQ ID NO:X is identified by an integer specified in column 1 of 
Table 1. A translated open reading frame (ORF) encoded by polynucleotide SEQ ID NO:X, 

20 SEQ ID NO:Y, is shown in column nine of Table 1. There are 4277 colon and/or colon 
cancer related polynucleotide sequences described in Table 1 and shown in the sequence 
listing. Likewise there are 4277 colon and/or colon cancer related polypeptide sequences 
shown in the sequence listing, one polypeptide sequence for each of the polynucleotide 
sequences. The polynucleotide sequences are shown in the sequence listing immediately 

25 followed by all of the polypeptide sequences. 

"A polypeptide having biological activity" refers to polypeptides exhibiting activity 
similar, but not necessarily identical to, an activity of a polypeptide of the present invention, 
including mature forms, as measured in a particular biological assay, with or without dose 
dependency. In the case where dose dependency does exist, it need not be identical to that of 

30 the polypeptide, but rather substantially similar to the dose-dependence in a given activity as 
compared to the polypeptide of the present invention (i.e., the candidate polypeptide will 
exhibit greater activity or not more than about 25-fold less and, preferably, not more than 
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about tenfold less activity, and most preferably, not more than about three-fold less activity 
relative to the polypeptide of the present invention). 

The polynucleotides of the invention may be arrayed onto a nitrocellulose filter and 
screened with labelled mRNA which has been isolated from particular normal or diseased 
5 tissues, as described in Example 3. Known polynucleotide sequences are included in the 
array as hybridization controls, either because of their demonstrated tissue specificity or 
because they represent known surface molecules which may after further study show a 
predominant tissue expression and be useful antibody targets. 

10 Colon and/or Colon Cancer Related Polynucleotides and Polypeptides of the Invention 

It has been discovered herein that the polynucleotides described in Table 1 are 
expressed at significantly enhanced levels in human colon and colon cancer tissues. 
Accordingly, such polynucleotides, polypeptides encoded by such polynucleotides, and 
antibodies specific for such polypeptides find use in the prediction, diagnosis, treatment, and 

15 prevention of disorders related to the colon, including, but not limited to colon cancer, as 
more fully described below. 

Table 1 summarizes some of the polynucleotides encompassed by the invention 
(including polynucleotide sequences (SEQ ID NO:X) and the related cDNA clones (Clone 
D3:Z)) and further summarizes certain characteristics of these colon and/or colon cancer 

20 related polynucleotides, and the polypeptides encoded thereby. 
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(AF047440) ribosomal protein L33-like protein 
[Homo sapiens] >sp|075394|075394 RIBOSOMAL 
PROTEIN L33-LIKE PROTEIN. Length = 65 








ring finger protein - fruit fly (Drosophila 
melanogaster) Length = 222 










(AC007785) BC282485 1 [Homo sapiens] 
>sp|Q9Y6R9|Q9Y6R9 BC282485 J (FRAGMENT). 
Length = 477 


unnamed protein product [unidentified] Length = 309 






spectrin SH3 domain binding protein 1 [Homo 
sapiens] >sp|O76049|O76049 SPECTRIN SH3 
DOMAIN BINDING PROTEIN 1. Length = 508 


PRAJAl [Mus musculus] >sp|055176|055176 
PRAJAl. Length = 424 ! 
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(AK001459) unnamed protein product [Homo 
] sapiens] Length = 245 


PIBFl protein [Homo sapiens] >sp|095664|095664 
PIBFl PROTEIN. Length = 758 






(AK000743) unnamed protein product [Homo 
sapiens] Length = 573 
















M-phase phosphoprotein 9 [Homo sapiens] 
>sp|Q99550|MPP9 HUMAN M-PHASE 
PHOSPHOPROTEIN 9 (FRAGMENT). Length = 
214 




DNA polymerase epsilon catalytic subunit [Homo 
sapiens] >pir|G02434|G02434 DNA-directed DNA 
polymerase (EC 2.7.7.7) epsilon catalytic chain - 
human Length - 2285 
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CENP-F kinetochore protein [Homo sapiens] 
>sp|P49454|CENF HUMAN CENP-F 
KINETOCHORE PROTEIN. Length = 3210 




TRANSCRIPTION FACTOR BTF3 (RNA 
POLYMERASE B TRANSCRIPTION FACTOR 3). 
Length = 204 




(AL035608) dJ479J7.1 (similar to 
CHONDROMODULIN-1) [Homo sapiens] 
>sp|CAB55680|CAB55680 DJ479J7.1 (similar to 
CHONDROMODULIN-1) (fragment). Length = 263 






(API 17615) heme-binding protein [Homo sapiens] 
>sp|Q9Y5Z5|Q9Y5Z5 HEME-BINDING PROTEIN. 
Length - 189 


(AF132552) BcDNA.GM01838 [Drosophila 
melanogaster] >sp|Q9XZ53|Q9XZ53 
BCDNA.GM0 1 838. Length = 774 


(ABOl 1 176) KIAA0604 protein [Homo sapiens] 
>sp|O60344|ECE2 HUMAN ENDOTHELIN- 
CONVERTING ENZYME 2 (EC 3.4.24.71) (ECE-2) 
(KIAA0604). Length = 765 
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Length = 591 
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REPETITIVE DNA CONTAINING 7 ORF'S. 
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(AF022857) neuropilin-2(b0) [Mus musculus] 
>sp|035376|035376 NEUROPILIN 2. Length - 901 


GTP-binding protein - mouse Length = 198 


(AK000178) unnamed protein product [Homo 
sapiens] Length = 358 
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[Mus musculus] >pir|T30250|T30250 GTl protein - 
mouse >sp|Q61818|Q61818 HYPOTHETICAL 
196.0 KD PROTEIN. Length = 1840 












(AK000388) unnamed protein product [Homo 
sapiens] Length = 440 






(AK00 1 720) unnamed protein product [Homo 
sapiens] Length = 605 


spasmolytic peptide [Homo sapiens] 
>sp|Q03403|SP HUMAN SPASMOLYTIC 
POLYPEPTIDE PRECURSOR (SP). Length = 129 
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(novel protein) (fragment). Length = 262 
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(AK001452) unnamed protein product [Homo 
1 sapiens] Length = 718 


placental leucine aminopeptidase [Homo sapiens] 
>sp|Q15145|Q15145 PLACENTAL LEUCINE 
AMINOPEPTIDASE. Length = 944 


(AF151073) HSPC239 [Homo sapiens] Length = 293 


(AF161432) HSPC314 [Homo sapiens] 
>sp|AAF28992|AAF28992 HSPC314 (fragment). 
Length = 248 














rhomboid-related protein [Homo sapiens] 
>sp|075783|075783 RHOMBOID-RELATED 
PROTEIN. Length = 438 
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(AF080171) zinc finger protein ZNF232 [Homo 
sapiens] >sp|AAD46135|AAD46135 Zinc finger 
protein ZNF232. Length = 417 












(AB032952) KIAAl 126 protein [Homo sapiens] 
>sp|BAA86440|BAA86440 KIAAl 126 protein 
(fragment). Length = 618 
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(AB023584) reduced expression in cancer [Homo 
sapiens] >sp|BAA88923|BAA88923 Rec protein. 
Length = 367 
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The first column of Table 1 shows the "SEQ ID NO:X" for each of the 4277 
polynucleotide sequences of the invention. The second column provides a unique 
"Sequence/Contig ID" for each sequence. 

The third column in Table 1, "Gene Name", provides a putative identification 
5 of the gene based on the sequence similarity of its translation product to an amino 
acid sequence found in a publicly accessible gene database, such as GenBank (NCBI). 
Methods for determining such sequence similarity are described in Example 1, below. 
The great majority of the cDNA sequences reported in Table 1 are unrelated to any 
sequences previously described in the literature. The fourth column in Table 
10 1 "Overlap" provides the database accession no. for the database sequence having 
similarity. 

The preferred translated amino acid sequence, is identified in column five as 
"AA SEQ ID NO:Y " although other reading frames can also be easily translated 
using known molecular biology techniques. The polypeptides produced by these 

15 alternative open reading frames are specifically contemplated by the present 
invention. Polynucleotides encoding an amino acid sequence comprising these 
regions are also embodied, as are polynucleotides which hybridize to polynucleotides 
encoding these regions. 

The sixth and seventh columns in Table 1 provide the location (nucleotide 

20 position nos.), "Start" and "End " in the polynucleotide sequence "SEQ ID NO:X" 
that aligns with homologous database sequence. In one embodiment, the invention 
provides a polypeptide comprising an amino acid sequence encoded by the portion of 
SEQ ID NO:X delineated by "Start" and "End". Also provided are polynucleotides 
encoding such polypeptides. 

25 The eighth and ninth columns provide the "%Id" (percent identity) and "% Si" 

(percent similarity) observed between the aligned sequence segments of the 
translation product of SEQ ID NO:X and the database sequence. The eleventh and 
twelfth columns shown in Table 1 provide a unique Clone identifier (Clone ID:Z) and 
the Cloning vector contained in the cDNA Clone ID, respectively. At least a portion 

30 of SEQ ID NO.X was determined by directly sequencing the referenced clone. The 
reference clone may have more sequence than described in the sequence listing or the 
clone may have less. In the vast majority of cases, however, the clone is believed to 
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encode a full-length polypeptide. In the case where a clone is not full-length, a full- 
length cDNA can be obtained by methods described elsewhere herein. 

SEQ DD NO:X and the translated SEQ ID NO:Y are sufficiently accurate and 
otherwise suitable for a variety of uses well known in the art and described further 
below. For instance, SEQ ID NO:X is useful for designing nucleic acid hybridization 
probes that will detect nucleic acid sequences contained in SEQ ID NO:X or the 
cDNA contained in the deposited clone. These probes will also hybridize to nucleic 
acid molecules in biological samples, thereby enabling immediate applications in 
chromosome mapping, linkage analysis, tissue identification and/or typing, and a 
variety of forensic and diagnostic methods of the invention. Similarly, polypeptides 
identified from SEQ ID NO:Y may be used to generate antibodies which bind 
specifically to the colon and/or colon cancer related antigen polypeptides encoded by 
the cDNA clones identified in Table 1 . 

Nevertheless, DNA sequences generated by sequencing reactions can contain 
sequencing errors. The errors exist as misidentified nucleotides, or as insertions or 
deletions of nucleotides in the generated DNA sequence. The erroneously inserted or 
deleted nucleotides cause frame shifts in the reading frames of the predicted amino 
acid sequence. In these cases, the predicted amino acid sequence diverges from the 
actual amino acid sequence, even though the generated DNA sequence may be greater 
than 99.9% identical to the actual DNA sequence (for example, one base insertion or 
deletion in an open reading frame of over 1000 bases). 

Accordingly, for those applications requiring precision in the nucleotide 
sequence or the amino acid sequence, the present invention provides not only the 
generated nucleotide sequence identified as SEQ ID NO:X and the predicted 
translated amino acid sequence identified as SEQ ID NO:Y, but also a sample of 
plasmid DNA containing a human cDNA of the invention deposited with the ATCC, 
as set forth in Table 1. The nucleotide sequence of each deposited clone can readily 
be determined by sequencing the deposited clone in accordance with known methods. 
The predicted amino acid sequence can then be verified from such deposits. 
Moreover, the amino acid sequence of the protein encoded by a particular clone can 
also be directly determined by peptide sequencing or by expressing the protein in a 
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suitable host cell containing the deposited human cDNA, collecting the protein, and 
determining its sequence. 

The present invention also relates to vectors or plasmids which include such 
DNA sequences, as well as the use of the DNA sequences. Table 2 shows the material 
5 deposited with the ATCC, the Deposit Date and the ATCC Designation Number. 



Table 2 



ATCC Deposits 


Deposit Date 


ATCC Designation Number 


LP01, LP02, LP03, LP04, 
LP05, LP06, LP07, LP08, 
LP09,LP10,LP11, 


May-20-97 


209059, 209060, 209061, 209062, 209063, 
209064, 209065, 209066, 209067, 209068, 
209069 


LP12 


Jan- 12-98 


209579 


LP13 


Jan- 12-98 


209578 


LP14 


Jul-16-98 


203067 


LP15 


Jul-16-98 


203068 


LP16 ~~l 


Feb-1-99 


203609 


LP17 


Feb- 1-99 


203610 


LP20 


Nov-17-98 


203485 


LP21 


Jun-18-99 


PTA-252 


LP22 


Jun-18-99 


PTA-253 


PA-005 Phage, 
PA-005 DNA 


Oct-28-99 


PTA-881 
PTA-882 



each is a mixture of cDNA clones derived from a variety of human tissue and cloned 
10 in either a plasmid vector or a phage vector, as shown in Table 9. These deposits are 
referred to as "the deposits" herein. The tissues from which the clones were derived 
are listed in Table 9, and the vector in which the cDNA is contained is also indicated 
in Table 9 as well as Table 1. The deposited material includes the cDNA clones 
which were partially sequenced and listed in Table 1. Thus, the DNA sequence of 
15 Table 1 is only a portion of the sequence included in the clone from which the 
sequence was derived. Thus, a clone which is isolatable from the ATCC Deposits by 
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use of a sequence listed in Table 1 may include the entire coding region of a human 
gene or in other cases such clone may include a substantial portion of the coding 
region of a human gene. Although the sequence listing lists only a portion of the 
DNA sequence in a clone included in the ATCC Deposits, it is well within the ability 
5 of one skilled in the art to complete the sequence of the DNA included in a clone 
isolatable from the ATCC Deposits by use of a sequence (or portion thereof) listed in 
Table 1 by procedures hereinafter further described, and others apparent to those 
skilled in the art. 

The present invention also relates to the genes corresponding to SEQ ID 
10 NO:X, SEQ ID NO:Y, or the deposited clone. The corresponding gene can be 
isolated in accordance with known methods using the sequence information disclosed 
herein. Such methods include preparing probes or primers from the disclosed 
sequence and identifying or amplifying the corresponding gene from appropriate 
sources of genomic material. 
15 Also provided in the present invention are allelic variants, orthologs, and/or 

species homologs. Procedures known in the art can be used to obtain full-length 
genes, allelic variants, splice variants, full-length coding portions, orthologs, and/or 
species homologs of genes corresponding to SEQ ID NO:X, SEQ ID NO:Y, or the 
deposited clone, using information from the sequences disclosed herein or the 
20 libraries deposited with the ATCC. For example, allelic variants and/or species 
homologs may be isolated and identified by making suitable probes or primers from 
the sequences provided herein and screening a suitable nucleic acid source for allelic 
variants and/or the desired homologue. 

Table 3 summarizes the expression profile of polynucleotides corresponding 
25 to the clones disclosed in Table 1. The first column provides a unique clone 
identifier, "Clone ID:Z", for a cDNA clone related to each contig sequence disclosed 
in Table 1. Column 2, "Library Codes" shows the expression profile of tissue and/or 
cell line libraries which express the polynucleotides of the invention. Each Library 
Code in column 2 represents a tissue/cell source identifier code corresponding to the 
30 Library Code and Library description provided in Table 5. Expression of these 
polynucleotides was not observed in the other tissues and/or cell libraries tested. One 
of skill in the art could routinely use this information to identify tissues which show a 
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predominant expression pattern of the corresponding polynucleotide of the invention 
or to identify polynucleotides which show predominant and/or specific tissue 
expression. 

Table 4, column 1, provides a nucleotide sequence identifier, "SEQ ID 

5 NO:X," that matches a nucleotide SEQ ID NO:X disclosed in Table 1, column 5. 
Table 4, column 2, provides the chromosomal location, "Cytologic Band or 
Chromosome," of polynucleotides corresponding to SEQ ID NO:X. Chromosomal 
location was determined by finding exact matches to EST and cDNA sequences 
contained in the NCBI (National Center for Biotechnology Information) UniGene 

10 database. Given a presumptive chromosomal location, disease locus association was 
determined by comparison with the Morbid Map, derived from Online Mendelian 
Inheritance in Man (Online Mendelian Inheritance in Man, OMIM™. McKusick- 
Nathans Institute for Genetic Medicine, Johns Hopkins University (Baltimore, MD) 
and National Center for Biotechnology Information, National Library of Medicine 

15 (Bethesda, MD) 2000. World Wide Web URL: http://www.ncbi.nlm.nih.gov/omim/). 
If the putative chromosomal location of the Query overlapped with the chromosomal 
location of a Morbid Map entry, the OMIM reference identification number of the 
morbid map entry is provided in Table 4, column 3, labelled "OMIM ID." A key to 
the OMIM reference identification numbers is provided in Table 6. 

20 Table 5 provides a key to the Library Code disclosed in Table 3. Column 1 

provides the Library Code disclosed in Table 3, column 2. Column 2 provides a 
description of the tissue or cell source from which the corresponding library was 
derived. 

Table 6 provides a key to the OMIM reference identification numbers 
25 disclosed in Table 4, column 3. OMIM reference identification numbers (Column 1) 
were derived from Online Mendelian Inheritance in Man (Online Mendelian 
Inheritance in Man, OMIM. McKusick-Nathans Institute for Genetic Medicine, Johns 
Hopkins University (Baltimore, MD) and National Center for Biotechnology 
Information, National Library of Medicine, (Bethesda, MD) 2000. World Wide Web 
30 URL: http://www.ncbi.nlm.nih.gov/omim/). Column 2 provides diseases associated 
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with the cytologic band disclosed in Table 4, column 2, as determined using the 
Morbid Map database. 
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Table 3. 



Clone ID 

NO: Z 


Library Codes | 


HCENL55 


H0052 H0083 H0263 H0620 L0740 L0759 L0777 


HSKII86 


H0031 H0056 H0090 H0159 H0250 H0264 H0268 H0341 H0422 H0423 H0518 
H0521 H0528 H0575 S0032 S0046 S0132 S0134 S0280 S3014 T0041 T0042 


HNHDV16 


S0053 


HE8BQ01 


H0013 H0090 H0263 L0438 L0439 L0521 L0655 L0686 L0731 L0748 
L0750 L0752 L0755 L0766 L0769 L0776 S0148 S0360 


HBMCT70 


H0040 H0090 H0421 L0740 L0766 


HNTBM67 


H0013 H0031 H0032 H0040 H0046 H0052 H0123 H0163 H0170 H0171 H0178 
H0201 H0266 H0355 H0369 H0373 H0381 110390 H0411 H0427 H0428 H0435 
H0438 H0486 H0519 H0520 H0539 H0550 H0551 H0555 H0562 H0590 H0602 
H0615 H0623 H0624 H0648 H0659 H0660 H0662 H0667 H0670 HOo/i MUOSz 
H0685 H0686 L0005 L0366 L0370 L0372 L0438 L0439 L0471 L0483 L0518 
L0520 L0521 L0526 L0527 L0564 L0565 L0595 L0596 L0598 L0602 L0637 
L0641 L0646 L0650 L0659 L0662 L0663 L0664 L0665 L0666 L0731 L0740 
L0751 L0753 L0754 L0755 L0756 L0758 L0759 L0768 L0769 L0771 L0773 
L0774 L0776 L0777 L0779 L0783 LUoUo 5>UUzo auuze suuji autoo 
S0045 S0046 S0049 S0051 S0194 S0196 S0212 S0222 S0242 S0260 S0280 
S0328 S0330 S0354 S0356 S0360 S0370 S0374 S0376 S0380 S0388 S0418 

nAifA p/Aio TAAA£ TT\f\Af\ TA 1 1 A 

S0450 S6028 T0006 10040 101 1U 


HDPKC15 


H0521 SOI 34 S0300 S0360 


HE20C31 


HOI 70 H0412 H0641 L0759 L0766 L0770 L0775 L0779 S0360 


HLWAY38 


H0522 H0543 H0553 H0581 L0731 L0740 L0755 L0766 L0771 L0774 L0777 
L0792 L0800 L0803 


HBMXT67 


H0012 H0052 H0135 H0144 H0171 H0351 H0369 H04D/ HU!>43 ttUO/u 

uf\£AA tja/:ci TJA/cco ua<£7 TAiA*7 T fiAIR indie* T 0471 T 0576 T 0541 10591 
H0644 H0653 HOojo rlOooi 1a/10/ IaPoo LA/*f.>^ LAJ^f/i lujzo l^ujti lwj/i 

T ACAA T A^19 T A^4A T A£££ T 0747 I 0747 T 074R I 0750 T 0754 1,0756 L0758 

iA7Ai 107^4 T0765 T 0766 T 0770 L0774 L0777 L0779 L0803 L0809 
S0006 S0007 S0010 SOI 16 S0134 S0360 




hoi ^6 H0S4S H0S87 H067? 10055 10663 L0743 L0747 L0752 L0756 L0759 
L0768 L0774 L0775 L0776 L0777 L0783 L0784 S0050 S0278 S0356 S0360 
T0041 


HWLQA43 


H0031 SOI 50 S0358 S0360 


HWLQI33 


H0013 H0135 H0163 H0271 H0423 H0549 H0648 L0731 L0740 L075I L0759 
L0761 L0764 L0766 L0769 L0770 L0776 L0777 L0779 L0783 L0789 L0796 
L0805 L0806 L0809 SOI 14 S0126 S0190 S0360 S6024 


HSXDD55 


L0438 L0439 L0608 L0758 S0036 S0356 


HDQPP57 


H0522 L0748 


HCPAC07 


H0340 H0590 H0596 H0641 L0520 L0639 L0745 L0809 


HCRNF04 


tta i t i TjAiCTA uaao/I t a^oi T07^1 T 076Q T 0774 T 0777 ^0??? S0^56 
H0171 riOoZO HUoz4 L\)jy£ L0/D1 LU/Oy lAFf /H laj f f / ov£££ owjju 


HMWHN4 

3 


H0144 H0341 L0471 L0752 L0766 L0779 S0126 T0110 


HTTEL19 


H0009 H0031 H0038 H0040 H0041 H0046 H0052 H0059 HO 122 HO 124 HO 144 
H0156 H0250 H0253 H0254 H0255 H0264 H0268 H0392 H0411 H0436 
H0445 H0478 HO506 H0521 H0543 H0547 H0556 H0563 H0575 H0594 
H0596 H0616 H0620 H0622 H0627 H0650 H0651 H0652 H0657 H0666 L0055 
L0351 L0372 L0382 L0438 L0439 L0456 L0471 L0526 L0543 L0593 L0599 
L0638 L0646 L0653 L0655 L0659 L0662 L0664 L0665 L0666 L0731 L0740 
L0743 L0744 L0747 L0748 L0751 L0754 L0755 L0756 L0757 L0758 L0766 
L0769 L0770 L0771 L0775 L0776 L0788 L0794 L0803 L0805 S0026 S0027 
S0038 S0049 SO 126 SO 132 SOI 34 S0212 S0222 SO250 S0276 S0278 S0280 
S0360 S0376 S0380 S0422 S0424 S0436 S0468 S6028 T0002 T0006 T0042 
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T0067 TO 110 


HMCFS02 


H0170 H0255 H0294 H0423 H0478 H0529 H0539 H0583 H0618 H0656 
H0665 H0688 H0702 L0055 L0438 L0483 L0599 L0629 L0636 L0643 L0645 
L0653 L0659 L0665 L0666 L0731 L0749 L0750 L0751 L0754 L0755 L0757 
L0758 L0761 L0764 L0766 L0776 L0779 L0788 L0789 L0790 L0791 L0794 
L0803 L0804 L0805 L0806 L0809 S0282 S0330 S0344 S0420 S0428 


HDTBY31 


H0004 H0014 H0015 H0032 H0039 H0040 H0052 H0156 H0251 H0266 
H0268 H0318 H0328 H0356 H0361 H0369 H0373 H0375 H0413 H0427 
H0428 H0445 H0486 H0488 H0506 H0519 H0520 H0546 H0551 H0553 
H0555 H0575 H0586 H0587 H0590 H0591 H0594 H0597 H0598 HU0U1 
H0615 H0622 H0623 H0624 H0631 H0642 H0o4i Hl)o44 HUom nuooz 
H0665 H0667 L0163 L0438 L0439 L0471 L0517 L0519 L0527 L0565 L0581 
L0598 L0638 L0654 L0659 L0731 L0740 L0745 L0747 L0748 L0749 L0751 

t r\ncA TATCT T m<Q T (Y1£L<\ T A771 T A776 T (1777 T 0770 T 0804 S0003 S0004 

L0754 L07j/ LU/jo LU/oy LU//3 LV/fO UjiII LAi/ty luouh ovva/-> ovwt 
cnAn cAfv'i'7 CAA7Q cnrm <joo^7 Q0040 S004S S0046 S01 26 SO 146 SO 174 
cmo7 qoiq£ so?or S0710 S0?1? S0214 S0250 S0342 S0356 S0360 S0376 S0390 
S0402 S0418 S0438 S3014 T0067 


HTXFI40 


U AO/CC HfiAAA UO^CK T O770 Q0^7f% 


HADFWoz 


un Aco ttai c/: uaii'i H0477 H047K H0S21 H0556 H0617 H0646 H0670 L0384 
T 0410 1 0S43 [ 0591 L0646 L0657 L0745 L0747 L0749 L0756 L0757 L0764 L0769 
T 077ft SOI 16 SO? 10 


HARMP12 


H0592 


rLUr v^lNoO 


H0309 H0S?1 S002R S0356 


HF1AX76 


H0057 H0529 L0055 L0483 L0750 L0756 L0758 L0759 L0766 L0773 L0776 L0779 
SO 10? S0100 S0360 S0378 S0422 S0452 




T4044S I 0740 T 07*vl T0049 




H0908 H02S1 H0445 H0486 H0615 L0439 L0740 L0750 S0214 S0242 T0041 


riMco i ol 


H0267T0049 


HTJN176 


H0263 H0435 H0486 H0488 H0520 H0579 H0662 H0687 L0438 L0527 L0645 L0656 
L0751 L0753 L0766 L0771 L0779 L0783 L0809 S0192 S0300 S0376 


HWLFM26 


H0085 H0232 H0234 H0597 L0372 L0645 L0789 S0354 S0358 S0374 S0378 S0380 

C A/1 AO OA/MO 


HAQBZ89 


HUZyj oUZlo „ 


HWLEH32 


S0354 


HWLEL81 


S0010 S0354 S0356 S0358 S0374 S0432 S0442 


HTLHR67 


H0013 H0037 H0052 HO 187 H0251 H0416 H0509 H0518 H0538 H0543 H0549 
H0551 H0617 H0618 L0362 L0643 L0666 L0717 L0720 L0731 L0748 L0752 L0754 
L0755 L0774 L0775 L0777 L0779 L0789 L0804 S0003 S0010 S0049 SOI 16 S0280 
S0356S0360 T0067 


HTSG078 


H0039 H0040 H0087 H0131 H0194 H0592 S0001 


HCBBA51 


H0009 H0013 H0023 H0031 H0039 H0040 H0042 H0044 H0046 H0O52 H0087 
H0100 H0125 H0134 H0136 H0144 H0150 H0163 H0170 H0171 H0173 H0177 
H0201 H0204 H0231 H0238 H0255 H0294 H0306 H0309 H0341 H0373 H0393 
H0408 H0411 H0412 H0413 H0421 H0422 H0423 H0428 H0441 H0445 H0486 
H0494 H0546 H0576 H0581 H0586 H0595 H0596 H0597 H0598 H0599 H0606 
H0609 H0616 H0617 H0622 H0633 H0634 H0635 H0646 H0648 H0651 H0653 
H0657 H0658 H0659 H0661 H0663 H0664 H0669 H0670 H0672 H0674 H0682 
H0685 H0686 H0690 L0005 L0163 L0373 L0375 L0394 L0500 L0519 L052O L0521 
i n<;n i i ns/n i nsSR I fisos I f>fi?2 T 0623 L0637 L0653 L0731 L0747 L0750 
L0751 L0755 L0757 L0758 L0759 L0761 L0762 L0763 L0764 L0767 L0768 L0769 
L0772 L0773 L0774 L0775 L0782 L0783 L0789 L0803 L0808 L0809 S0003 S0007 
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H0646 H0656 H0657 L0439 L0588 L0601 L0655 L0663 L0731 L0740 L0747 L0748 
L0763 L0764 L0766 L0769 L0774 L0779 L0780 S0046 S0126 S0142 S0196 S0242 


HWMBU8 
9 


H0030 S0376 


HMKAN7 
1 


H0032 H0156H0251 H0375 H0392 H0436 H0547 H0561 H0600 H0616 H0634 
H0638 H0657 H0659 L0388 L0438 L0518 L0581 L0588 L0605 L0649 L0655 L0659 
L0661 L0662 L0663 L0665 L0666 L0717 L0731 L0748 L0754 L0758 L0759 L0766 
L0768 L0773 L0775 L0779 L0794 L0803 L0806 S0003 S0026 S0037 S0053 S0356 
S0360 S0422 


HSIFV30 


. . „ „ , , TAA ^ fl . . i-. /-i tt/^a-i , Tj Arte A TJrtrt^A TJrtrtQ'i HftrtQC T-T HI 74 HOI ^0 H01 70 

H0013 H0030 H0032 H0036 H0050 H0U50 HUU83 muuod nui »«' ,v 
H01 71 H0213 H0222 H0231 H0232 H0247 H0253 H0263 H0265 H0266 H0318 
H0373 H0403 H0412 H0423 H0424 H0506H0521 H0542 H0551 H0556 H0575 
H0587 H0590 H0592 H0597 H0599 H0634 H0646 H0660 L0040 L0438 L0439 L0564 
L0592 L0596 L0627 L0655 L0659 L0665 L0717 L0731 L0740 L0748 L0750 L0751 
L0758 L0759 L0764 L0765 L0766 L0767 L0768 L0770 L0771 L0774 L0777 L0794 
L0804 LO805 S0028 S0344 S0346 S0354 S0356 S0358 S0364 S0374 S0376 S0386 
T0006 T0049 


HNTSY52 


. , ^ , T ^ _ _, Tx ~ rt ~ 0 ■ t r\r\"> r\ TTArt/n uArt< 1 UrtrtC^ Urtrtrtrt T-ffil 71 HOIOn H0251 

H0023 H0032 H0038 H0039 H0042 H0051 HUUSi Huuyu nui / 1 muyo nui-> i 
H0266 H0329 H0373 H0412 H0423 H0477 H0478 H0509 H0521 H0543 H0547 
H0553 H0575 H0580 H0581 H0591 H0595 H0644 H0659 H0667 L0471 L0485 L0512 
L0588 L0608 L0637 L0646 L0647 L0650 L0653 L0659 L0661 L0662 L0663 L0666 
L0731 L0740 L0745 L0750 L0754 L0755 L0756 L0757 L0759 L0761 L0763 L0765 
L0766 L0770 L0771 L0803 L0806 S0003 S0026 S0028 S0048 SOI 12 S0126 S0134 
SOI 52 SO 192 S0242 S0250 S0260 S0282 S0328 S0354 S0356 S0358 S0360 S0374 
S0376 S0422 S0424 T0041 T0067 T01 15 


HWLKD85 


H0009 H0013 H0014 H0030 H0038 H0039 H0040 H0046 H0052 H0090 HO 150 
HOI 71 H0251 H0252 H0264 H0265 H0266 H0295 H0318 H0355 H0375 H0393 
H0422 H0438 H0458 H0478 H0484 JiU4y4 MujzI nuozy iiujhj nujtn nuj ^' 

rTAf ,. M rt C / A ttactc un«Q i un/;i <; un^'K HOM^ H0647 H06S3 H0657 H0661 
H0551 H0560H0575 HOjoi HUoIj rlUOzj nuojj nuo 4 */ nuujj nwj ' iwwi 

H0673 H0686H0693 L0021 L0163 L0364 L0366 L0382 L0500 L0521 L0526 L0564 

L0599 L0601 L0608 L0637 L0638 L0649 L0659 L0662 L0665 L0666 L0745 L0747 

L0749 LO750 L0752 L0754 L0755 L0759 L0764 L0766 L0767 L0768 L0769 L0772 

L0773 L0775 L0777 L0779 L0780 L0794 L0796 L0809 S0031 S0040 SOI 14 S0126 

S0192 S0210 S0242 S0328 S033O S0356 S0358 SO360 S0376 S0380 S0386 S0418 

S3012 


HWLEL48 


H0036 H0596 H0597 S0354 


HADME31 


H0144 H0390 L0758 L0783 
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HFVJL45 


H0331 H0393 H0510 L0748 S0440 


HLJEA63 


H0375 S0354 


HAIBW90 


H0024 H0032 H0038 H0039 H0040 H0063 H0100 H0130 H0169 H0170 H0264 
H0328 H0331 H0333 H0343 H0352 H0369 H0412 H0413 H0428 H0436 H0484 
H0486 H0494 H0506 H0520 H0544 H0545 H0553 H0574 H0575 H0581 H0587 
un^oi hhscm wn^(K woai a un/;io un/;77 H0674 H0678 H0648 H06S7 H0671 
H06R4 T 000*5 T 006^ I 0362 L036Q T 037*5 L0383 L0438 L0485 LOS 15 L0521 L0598 
L0600 L0608 L0623 L0637 L0638 L0647 L0656 L0659 L0662 L0663 L0664 L0665 
L0666 L0698 L0731 L0743 L0745 L0749 L0750 L0751 L0754 L0755 L0756 L0757 
L0758 L0763 L0766 L0768 L0769 L0770 L0774 L0776 L0777 L0779 L0796 L0803 
L0805 L0806 S0002 S0003 S0007 S0010 S0027 S0028 S0051 S0I26 S0132 S0134 
S0194 S0206 S0212 S0214 S0222 S0260 S0280 S0328 S0350 S0358 S0360 S0414 
S0422 S0426 S3014 S6026 T0006 T0039 T0048 T0049 T0109 




1 Ul llr 


HSRBB92 


H0013 H0024 H0040 H0059 H0124 H0144 H0208 H0334 H0341 H0370 H0421 
H0438 H0520 H0521 H0543 H0547 H0551 H0592 H0596 H0597 H0599 H0616 
H0617 H0650 H0653 H0658 H0670 H0694 L0163 L0362 L0438 L0439 L0455 L0456 
L0592 L0599 L0608 L0649 L0659 L0662 L0731 L0740 L0747 L0748 L0749 L0751 
t cn^A t H7^« T 075Q I 0761 T 0761 T 0764 T 0766 T 0769 L0770 L0771 L0772 L0774 
L0776 L0779 L0780 L0785 L0789 L0806 S001 1 S0132 S0144 S0328 S0360 S0366 
S0378 S0386 T0042 T0110 


HSYEA10 


H0039 H0040 H0056 H0069 H0179 H0200 H0250 H0268 H0269 H0372 H0412 
H0413 H0433 H0437 H0486 H0551 H0593 H0617 H0622 H0623 H0628 H0647 
L0021 L0376 L0483 L0565 L0588 L0602 L0646 L0647 L0648 L0653 L0659 L0662 
L0757 L0759 L0764 L0794 L0806 S0036 S0045 S0046 S0049 S0132 S0196 S0242 
S0332 S0350 S0356 S0360 S0376 S0450 S0468 T0008 T0039 T0049 


HNTAR08 


H0012 H0014 H0030 H0037 H0040 H0123 H0124 H0132 H0144 H0176 H0179 

uaioi ur.iO/1 um^UA')^') UrtO^I Tinn\ W07Q0 H07QS H010Q H0170 H0402 
riOlo/ HU1V4 riUzoU WKjIjl nUZjJ riUZ/ 1 xiuzyu riuzyj nvjvy nuj/u nutuz 

uc\ai 1 WO/117 W041A H0477 H0S10 H0S3Q H0S43 H054S H0546 H0549 H0553 

rlv/T' I 1 JrlU^T 1 L rHJ^TlO TWJ^Lf nwl" yWjjjj nuj*rj i iV/_;*-t„» iiuj*»v iiujt7 iiujj-i 

H0<;R6 H0S07 H061R H0619 H0620 H0622 H0675 H0684 H0685 H0687 L0021 
L0142 L0163 L0364 L0376 L0383 L0438 L0439 L0471 L0591 L0593 L0595 L0603 
T 0608 L0617 L0640 L0644 L0646 L0655 L0659 L0662 L0663 L0665 L0666 L0717 
L0731 L0740 L0741 L0748 L0750 L0751 L0754 L0756 L0766 L0767 L0768 L0769 
L0772 L0774 L0776 L0777 L0794 L0803 L0809 S0002 S0038 S0052 S0053 S0132 
S0210 S0216 S0250 S0306 S0330 S0364 S0366 S0426 S6028 T0115 


H7SJGFF72 

1 JLl N VJ I 1 £, 


S0052 


HDHEA53 


H0013 H0570 


HCHAC08 


H0024 H0051 H0 170 H0483 H0494 H0576 H0617 H0622 H0657 L0596 L0603 L0749 
S0354S0358 S0376S3014 




H0009 H0024 H0069 H0087 H01 23 H0253 H0254 H0264 H035 1 H0370 H0428 
H0484 H0488 H0494 H0520 H0521 H0538 H0543 H0593 H0618 H0684 H0687 
L0439 L0534 L0539 L0562 L0741 L0758 L0766 S0344 S0356 S0360 


HCROA43 


S0356 


HBINP81 

1 ILJ 1111 U A 


H0046 H0494 H0593 H0622 S0356 


HDLAG89 


H0012 H0024H0031 H0038 H0171 H0252 H0411 H0431 H0457 H0484 H0543 
H0581 H0583 H0616 H0622 H0633 L0366 L0471 L0592 L0662 L0740 L0748 L0759 
L0766 L0774 S0036 S0146 S0192 S0210 S0330 S0360 S0376 T0006 


HWLDZ74 


H0036 H0046 HO 136 HOI 44 L0626 L0754 S0027 S0028 S0045 S0312 S0374 


HNTST71 


H0039 H0547 H0622 S0358 


HNDAD16 


H0046 H0081 H0156 H0231 H0483 H0484 H0517 H0597 H0617 H0670 L0666 j 
L0747 L0762 L0764 L0771 L0790 L0800 S0358 S0360 S0374 S0376 T0109 


HSVCD79 


H0309 L0754 L0758 S0011 S0192 S0356 


HCQDE22 


H0596 L0749 


HWLVU33 


L0758 S0360 


HKGBP52 


H0040 H0331 H0538 L0005 L0351 L0439 L0731 L0740 L0748 L0749 L0754 L0757 
L0758 L0775 L0776 L0800 S0356 S0360 S0426 
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HDPPB40 


H0522 L0438 L0439 L0662 L0748 L0752 L0758 L0777 L08O3 


HCRMJ47 


H0086 H0352 H0544 H0545 H0553 S0356 


HCRNK75 


H0046 H0051 H0059 H0071 H0355 H0428 H0438 H0479 H0510 H0583 H0615 
H0644 H0660 H0670 H0672 L0142 L0366 L0604 L0751 L0763 L0775 L0777 S0026 
S0028 S0031 S0192 S0282 S0356 S0424 


HOGDR01 


H0264 H0435 H0672 L0659 L0662 L0666 L0779 L0803 S0260 S0328 S0376 S0472 


HDPBW68 


H0040 HG046 H0255 H0264 H0423 H0497 H0518 H0521 H0556 H0580 H0586 
H0618 H0620 H0641 H0656 H0682 L0590 L0657 L0659 L0748 L0749 L0751 L0758 
L0761 L0764 L0768 L0770 L0776 L0777 L0785 L0794 L0805 S0212 S0380 S0460 


HNTRV11 


H0004 H0014 H0030 H0031 H0032 H0039 H0124 H0144 H0171 H0268 H0341 
H0375 H041 1 H0412 H0416 H0427 H0428 H0445 H0497 H0506 H0539 H0544 
HfKd7 HftSSl HflSSI H0S7S HOSftl HOSSfi H0592 H0593 H0596 H0600 H0616 
8 HOfi?? UOG?'* HOfi^ H0644 H0646 H0647 H0648 H0659 H0662 
H0670 H0687 L0438 L0439 L0512 L059I L0595 L0596 L0599 L0600 L0606 L0646 
L0655 L0657 L0659 L0662 L0663 L0664 L0666 L0731 L0740 L0744 L0748 L0749 
L0750 L0752 L0754 L0755 L0756 L0757 L0758 L0761 L0774 L0775 L0776 L0777 
L0779 L0785 L0800 L0805 S0003 S0040 S0045 S0046 S0052 S0176 S0192 S0196 
S0222 S0242 S0276 S0314 S0318 S0354 S0356 S0358 S0360 S0370 S0374 S0376 
S0388 S0392 S0454 T01 10 


HBSAK60 


H0204 H0205 H0381 H0624 S0028 S0044 S0050 S0053 S0260 S0282 T0074 


HDPOD73 


H0521 H0522 H0581 L0021 L0759 S0356 S0360 1 


HWLKM7 
7 


H0036 H0050 H0486 H0593 S0358 


HCRMU04 


H0012 H0014 H0031 H0038 H0040 H0050 H0087 H0123 H0144 H0250 H0352 
H04n HfM^S H0478 H04Q4 H0521 H0522 H0529 H0556 H0586 H0620 
H0625 H0632 H0644 H0646 H0650 H0658 H0682 L0157 L0365 L0369 L0438 L0439 
L0471 L0512 L0565 L0599 L0638 L0642 L0645 L0647 L0659 L0662 L0665 L0666 
L0717 L0740 L0747 L0748 L0749 L0750 L0751 L0753 L0754 L0757 L0758 L0759 
L0763 L0764 L0766 L0768 L0769 L0770 L0771 L0774 L0777 L0779 L0789 L0794 
L0806 L0809 S0001 S0002 S0003 S0010 S001 1 S0036 S0037 S0040 S0052 S0126 
S0132 S0192 S0206 S0216 S0222 S0278 S0280 S0294 S0354 S0356 S0360 S0418 


HSSGC06 


H0002 H0012 H0022 H0024 H0038 H0046 H0050 H0068 H0097 HO 134 HO 135 
uni67 H0^41 H0416 H0427 H0457 H0521 H0529 H0547 H0551 
H05S3 H0575 H0581 H0587 H0591 H0592 H0596 H0616 H0619 H0641 H0658 
H0687 H0696 L0375 L0591 L0596 L0599 L0601 L061 1 L0659 L0664 L0665 L0731 
L0748 L0749 L0750 L0756 L0757 L0758 L0764 L0766 L0769 L0770 L0772 L0775 
L0780 L0786 L0805 L0809 S0132 S0134 S0150 S0152 S0182 S0218 S0278 S0332 
S0358 T0042 T01 14 


HWLM07 
3 


H0445 S0376 


H6EBJ04 


H0257 


HCNDF58 


H0597 S0358 


HWMBSO 

0 
o 


L0608 S0010S0376 


HCRQL67 


H0031 H0052H0436H0519H0619H0672 L0438 L0439 L0456 L0740 L0742 L0743 
L0747 L0748 L0749 L0750 L0754 L0755 L0759 L0768 L0769 L0770 L0779 L0794 
S0001 S0007 S0354 S0356 S0358 S0408 T0010 


HCRM057 


H0038 H0039 H0042 H0059 H0063 H0165 H0292 H0328 H0370 H043 1 H0435 
H0484 H0494 H0506 H0555 H0593 H0615 H0616 H0647 H0660 H0672 H0673 
H0689 L0517 L0518 L0596 L0600 L0601 L0666 L0758 L0789 L0809 S0015 S0044 
S0354 S0358 S0360 S0374 S0376 S0432 


HMUB053 


H0013 H0014 H0036 H0040 H0050 H0083 H0135 H0144 H0171 H0231 H0251 
H0305 H0309 H0318 H0341 H0376 H0402 H0412 H0413 H0422 H0423 H0428 
H0436 H0444 H0445 H0486 H0510 H0512 H0519 H0520 H0521 H0529 H0543 
H0551 H0555 H0560 H0574 H0576 H0581 H0583 H0617 H0624 H0648 H0653 
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H0656 H0657 H0658 H0659 H0663 H0666 H0674 H0684 L0021 L0362 L0363 L0367 
L0369 L0372 L0373 L0375 L0389 LOS 18 L0520 L0521 L0526 L0529 L0553 L0588 
i rKcn t nscn I osos t fKQ£ t n^oo t 0^08 T 06^6 T 06^7 \ 0648 I 0662 L0663 L0664 

l^xjjiy/. LA/Jyj iJyJjyj LAJOyy) LAJjyy LvUUO LUUjU LUUJ / LUUTU L-,\jyj\j£. u#v/wj-t 

L0665 L0666 L0667 L0731 L0747 L0758 L0764 L0766 L0768 L0774 L0776 L0777 
L0804 L0805 L0809 S0003 S0026 S0050 S01 16 S0328 S0330 S0358 S0360 S0374 
S0380 S0424 S3014 S6024 T0067 


HDPMJ48 


H0013 H0144 H0169 H0171 H0186 H0196 H0318 H0341 H0392 H041 1 H0412 
H0483 H0510 H0521 H0522 H0551 H0561 H0581 H0596 H0615 H0624 H0634 
H0647 H0670 L0646 L0657 L0666 L0731 L0747 L0766 L0769 L0772 S0046 S0356 
S0358 S0360T0041 


HCQCD92 


H0004 H0014 H0030 H0031 H0032 H0039 HO 124 H0144 H0171 H0268 H0341 
H0375 H041 1 H0412 H0416 H0427 H0428 H0445 H0497 H0506 H0539 H0544 
H0547 H0551 H0553 H0556 H0575 H0581 H0586 H0592 HU^yj MUoyo MUOUU 

TTA/,/; tta/:io ua/tt) un/;T) un/cn ua/C/11 U(\KA& HO^SQ 

H0616 HOolo HOozz H0623 HU6J3 HUo4J nUo44 nUOHO liuo**/ riuo^o nuojy 
riUOOZ riUO/v xlUOo f JLU^fJo L,\JHjy Lajji£ la/j;/i \-AJjyj i^yjjyu i^yjjyy lwuu 

L0646 L0655 L0657 L0659 L0662 L0663 L0664 L0666 L0731 L0740 L0744 L0748 
i mao \ <Y7Sf> T fns? T (V7S4 1 07SS \ 07S6 L0757 L0758 L0761 L0774 L0775 L0776 
L0777 L0779 L0785 L0800 L0805 S0003 S0040 S0045 S0046 S0052 S01 52 S0176 
S0192 S0196 S0222 S0242 S0276 S0314 S0318 S0354 S0356 S0358 S0360 S0370 
S0374 S0376 S0388 S0392 S0454 T0110 


HCQDS58 


H0263 H0586 H0596 H0657 L0665 L0756 L0777 


HCROE42 


H0596 L0805 S0350 S0356 J 


HCRMW6 

2 


H0263 H0313 H0428 H0445 H0486 H0539 H0667 L0471 L0594 L0758 L0766 L0777 
S0026 S0194 S0356 


HCRNR03 


L0438 L0439 L0752 L0766 S0356 


HWMCK5 
1 


H01 88 H0660 H0663 L0021 L0775 L0803 S0282 S0376 S0424 
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Table 4 



SEQ ID 

NO:X 


Cytologic Band or 
Chromosome: 


OMIM Referencc(s): | 


3 


10q26.13-q26.3 


263700 


5 


llpl5.1 


114130 168450 257200 276904 600509 600937 601387 
602092 


9 


6q21-q22 


120110 121014 156225 164200 601410 601666 601757 
602772 


17 


llq22 


105580 133780 602574 


18 


3p21.3 


116806 120120 120436 138320 168468 182280 600163 


26 


Xpll.21 


300047 301300 301830 305400 308300 309470 309500 
309610 311050 


35 


18 




36 


Xql3 


300011 300032 301310 305100 305450 308380 309605 
311800 311870 314580 


40 


22q 11.23 


123620 600850 


42 


Ilq22-q23 


105580 107680 107720 133780 147791 159555 168000 
186740 186830 188025 203750 208900 261640 600048 
601382 602574 


46 


17ql2-q21 


109270 113705 144200 148065 148066 148067 148069 
148080 154275 168610 171190 176705 180240 182138 
185800 200350 221820 232200 249000 252920 253250 
600119 600881 601363 601687 601844 601954 


47 


19ql3.2 


107741 113900 122720 126340 126391 160900 164731 
173850 207750 248600 258501 


64 


7q22 


126650 154276 173360 602136 602447 


69 


12pl2.1 


112410 150100 168470 190070 200990 602096 


76 


22ql2.2 


101000 123620 138981 188826 600850 601669 


81 


5qll.2-ql3.1 


126060 143200 181510 214300 253200 268800 600354 
600887 


85 


14q24.3-q31 


104311 109150 182600 245200 275200 601208 


92 


2p22 


120435 182601 278300 601071 601771 602134 


103 


21q22.3 


120220 120240 123580 151385 171860 190685 236100 
236200 240300 267750 600065 601072 601145 


123 


6p21.3 


106300 108800 120290 120810 120820 142857 142858 
150270 167250 170261 177900 179450 201910 217000 
222100 233100 235200 248611 256550 600202 600261 
601868 602280 602475 


139 


6q27 


152200 167U0U bwiz\) oUUooj OUzj'W 


150 


lp35.1 


118210 120550 120570 120575 121800 130500 133200 
171760 185470 230350 255800 602771 


151 


10 




163 


2p21 


120435 126600 135300 136435 152790 15,7170 182601 
601771 


167 


12q24.3 


160781 181405 


173 


7q33 


180105 222800 


174 


22ql2.3 


138981 188826 190040 600850 601669 


177 


22ql3.33 




192 


3q23 


106165 110100 117700 150210 169600 180380 203500 
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77AQA7 £A1 10Q AO 1A87 

z/oyuz ouiiyy ouiuo^ 


194 


3p24 


227646 600163 601154 


196 


Xq25 


300123 301201 301845 304340 307150 308240 310490 

7 1 OAAA morn 

J1ZUUU 313&50 


197 


1 O 

18 




207 


16pl2-pl 1.2 


1AC7-2A U7701 177/171 1R71R1 1 8ASRO 76AA00 600760 

lUo/JU 14/ /ol 1/Z4/1 loZjoi Ioujou zooouu uuu/uu 

AAA7A1 /CA7AAA 


210 


Ip34.1-p32 


ioaoaa nrtccn 170^70 170^7*. 1700SO 170QA0 171800 

IZUZOU IZIDjU 1ZU3 /U 1ZUJ/J lAKtyJU l£\jy\J\J UlOvu 

170^.00 177700 178140 168160 171760 176100 178300 
187040 230000 246450 255800 600101 600650 600722 


212 


9q33.1 


268900 


216 


14q32. 33 


1441ZU 14/OZU 14/1IU 


217 


22ql2.2 


101000 123620 138981 188826 600850 601669 


221 


5ql3 


126060 143200 181510 Zo3ZUU Zo&oUU oUU3:>4 


227 


20ql3 


600281 


228 


Xq21.3-q22 


300088 300300 301201 301500 301835 3U34UU jUJoju 

<>A')/")i 1A/ICAA lA/l'TAA 1AC./1CA 7AQ7AA 1AG£A^ 7118^.0 

303631 304500 304 /UU juj43U j\)yj\J\) jUVOUj ji Ioju 
312080 


235 


I6pl2 


108730 147781 172471 186580 266600 600760 600761 
602066 


242 


19pl3.2 


■tf\rtT^r- 1 *~if\irif\ mm \ A~f O A A 1 A "1 flf\ 1 C 1 A AC\ 1/C/1AC7 

108725 120700 133171 143890 14/6/0 1M44U lo4y;>3 
ZJ lo/U oUUZ/o ol/Uyj/ 0U1043 


244 


6pl2 


180297 230450 263200 601690 


254 


6p21.3, 


106300 108800 120290 120810 120820 14285/ 14283c 
150270 167250 170261 177900 179450 201910 217000 
222100 233100 235200 248611256550 600202 600261 
601868 602280 602475 


255 


15q22.1 


151670 191010 601780 


256 


12q24.1 


124200 147440 160781 181405 261600 601406 601620 
601621 


258 


17q21 


109270 113705 144200 148065 148066 148067 148069 

+ a e*tf\r%s\ ■« r a f^i—i r i y O /" 1 r\ nil C\f\ 1 *7ZTTAC IOC OA A 7AA1 C A 

148080 154275 168610 171190 176705 185800 zvvlbi) 
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1 AT>AA 1A£1AA 1 11 1 flA 11170A 1/17fKA 1 S^700 

102200 100100 1311UU IJJ/oU ij^/uu ioiuij 
164009 168461 180721 180840 191181 193235 209901 
232600 259700 259770 600045 600319 600528 601884 


3650 


Xp22.1 


300075 300077 301200 302350 306000 306100 307800 
309510 311770 312040 312170 312700 313400 


3652 


5q22-q23 


121050 126150 159000 175100 179095 192974 601596 


3653 


lq44-qter 
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3659 


19ql3.l 


164731 172400 180901 Z/1//U Z4oouu ouu^ io ovm/ iv 


3671 


7p21-pl5 


138079 139191 142959 153880 180104 600994 601622 


601649 


3683 


15q26 


180090 600318 


3688 


10qll.2 


154545 164761 188550 


3690 


12q24.31 l 


181405 


3691 


6ql4 


136550 203310 269920 602772 


3701 


15q21-q22.2 


102578 105600 107910 109700 114240 134/9/ l^lb/U 
154550 160777 191010 600839 601780 602099 


3702 


1 




3703 


Xq24 


300046 300123 301201 301835 301845 30715U31U4yu 




311850 


3704 


8q21.3-q22.1 


216550 222745 259730 


3705 


2q3l 


100690 120180 120190 142989 156232 17S6UU ZbblUU 




600258 600321 


3706 


22ql3.31 


250100 250800 


3707 


3ql2-ql3 


121300 146200 190300 258900 600882 


3711 


12q22-q23 


124200 147440 160781 201470 235800 273300 600175 


3712 


15q21-q22.2 


102578 105600 107910 109700 114240 134797 151670 
154550 160777 191010 600839 601780 602099 


3729 


8q 




3749 


19ql3.1-ql3.2 


107741 113900 122720 126340 126391 160900 164731 
172400 173850 180901 207750 221770 248600 258501 
600918 602716 


3773 


12q24.2 


100650 142410 160781 181405 


3782 


3p21 


139330 139360 150250 164500 182280 600163 60Uy/l 


601776 601767 601373 


3784 


5ql3.3-ql4 


139150 143200 181510 600354 


3800 


4ql3-q21 


103600 104150 104500 125490 147790 170650 173910 




7S7S00 


3803 


6ql4 


136550 203310 269920 602772 


3831 


3q26 


165215 222900 600049 


3838 


10pll.2 


600964 602026 


3854 


lp21 


102770 120280 166600 170995 232400 600309 601414 




601691 601718 602094 


3863 


18q21.1 


174810 600624 600993 602080 


3864 


6q 




3871 


19pl3.3-pl3.2 


108725 120700 133171 136836 143890 145981 147141 
147670 151440 164953 188070 231670 600276 600957 
601238 601843 601846 602216 602477 


3877 


2p21.3-p21.1 


120435 182601 601771 


3879 


19ql3.1-ql3.2 


107741 113900 122720 126340 126391 160900 164731 
172400 173850 180901 207750 221770 248600 258501 
600918 602716 


3887 


4q21-q25 


103720 104500 125490 137600 138850 147790 157147 
163890 173910 189800 217030 248510 252500 600919 
601542 


3888 


Iq21-q23 


104770 107300 107670 110700 131210 134638 135940 
136132 145001 146740 146760 146790 152445 159001 
159440 173610 174000 176310 179755 182860 186780 
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irtiA^A i r\ i -i i r -\^\^-iAr\n ITAOAA TA/^IAA /CAAQQ7 A00Q71 

191030 191315 227400 23O8OO ZOozUU OUUoy/ ouuvz3 
601105 601412 601652 oUlooJ oUZ4yi 


3908 


15q22.3-qz3 i 


i i o/ioc ki^a tii^qa 777S00 77£700 £00174 601780 
11o4oj 1jIo/0 2jIuoU Z/ZoUU z/o/uu ouu j / 1 ou i / ou 


3911 


1 A O 1 

lq42.1 


106150 136850 214500 oOU^yo duiv/j 


3917 


13 




3918 


17q24.3-q25.1 


1 1 /11AA i toato i/TinA 1 7ACAA 1 CAC£A 7A/1/17A 

114290 138033 162100 1 /0!>U0 IoUboU Z044/U 


3919 


Ilql4.1-ql4.3 


133780 203100 


3923 


lpter-p35 




3926 


10q22 


126090 129010 142600 250850 601386 601493 


3930 


17pl3.3 


113721 247200 600059 601545 


3971 


4q 




3977 


15ql5 


177070 182500 218000 227220 243500 600839 601800 


3993 


19pl3.3 


108725 120700 133171 136836 145981 147141 164953 
188070 600957 601238 601846 602216 602477 


4001 


Xq26.1-q27.2 


300085 300123 300700 301201 301590 301845 301900 
304340 306900 306955 307150 307700 308000 309000 
310490 313850 


4003 


17pl3.3 


113721 247200 600059 601545 


4008 


12pl3 


103950 120580 131440 139130 142680 176260 190450 
200990 216950 600228 600414 600618 602096 


4011 


16q22.1 


103850 114835 116800 140100 192090 245900 276600 
600223 


4013 


10 




4018 


16q22.1 


103850 114835 116800 140100 192090 245900 276600 
600223 


4029 


6q21-q22 


120110 121014 156225 164200 601410 601666 601757 
602772 


4047 


Ip32-p31 


120950 120960 138140 178300 180069 187040 201450 
248610 600101 600309 600650 600722 601676 602522 


4054 


llq23 


107680 107720 133780 147791 159555 168000 186740 
186830 188025 203750 261640 600048 601382 602574 


4058 


12q22-qter 




4061 


5q31.3-q32 


109690 131400 138491 154500 159000 180071 181460 
222600 272750 600807 601596 602089 


4085 


16q22.1 


103850 114835 116800 140100 192090 245900 276600 
600223 


4093 


19ql3.4 


134790 191044 600040 600138 


4100 


10q25 


167409 278000 600020 600095 602669 


4105 


17q21 


109270 113705 144200 148065 148066 148067 148069 
148080 154275 168610 171190 176705 185800 200350 
221820 232200 249000 252920 253250 600119 601363 
601844 


4125 


4q21 


104500 125490 147790 173910 252500 


4128 


17pl3 


noiAA TC/niA T71GAA £AA 1 7Q AAA077 601707 ^01777 
13oiyU 2j42IU Z/iyvJU oUUl ly OUUV/ / Ol/izuz / / / 


4143 


19ql3.2 


107741 113900 122720 126340 126391 160900 164731 
173850 207750 248600 258501 


4149 


4q27 


147680 189800 600919 


4171 


l!pl5.4 


130650 150000 257200 


4178 


12q22-q23 


124200 147440 160781 201470 235800 273300 600175 


4185 


13q33 


133530 601295 
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4192 


lq31 


134580 145001 145260 150292 208250 226450 600105 
600759 600995 601652 


4196 


8q24.3 


188450 J 


i 4245 


2pl2 


147200 178640 216900 


4261 


12pl3 


103950 120580 131440 139130 142680 176260 190450 
200990 216950 600228 600414 600618 602096 


4262 


12ql3-ql5 


107777 120140 123829 123940 126337 139350 147570 
148040 148041 148043 148070 181430 2315MJ 
252940 264700 600194 600231 600536 600698 600808 
600956 601284 601769 601928 602116 602153 


4263 


Ilq22.2-q22.3 


133780 203750 208900 261640 602574 


4270 


Iq21.2-q22 


104770 107670 110700 145001 146760 146790 159440 
186780 191030 191315 600923 601412 601652 601863 
602491 
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Library 
Code 


Library Description | 




Morton Fetal 


H0002 


Human Adult Heart 


H0004 


Human Adult Spleen 


H0007 


Human Cerebellum 


H0008 


Whole 6 Week Old Embryo 


H0009 


Human Fetal Brain 


H0011 


Human Fetal Kidney 


H0012 


Human Fetal Kidney 


H0013 


Human 8 Week Whole Embryo 


H0014 


Human Gall Bladder 


H0015 


Human Gall Bladder, fraction 11 


H0019 


Human Fetal Heart 


H0022 


Jurkat Cells 


H0023 


Human fetal lung 


H0024 


Human Fetal Lung III 


H0026 


Namalwa Cells 


H0030 


Human Placenta 


H0031 


Human Placenta 


H0032 


Human Prostate 


H0036 


Human Adult Small Intestine 


H0037 


Human Adult Small Intestine 


H0038 


Human Testes 


H0039 


Human Pancreas Tumor 


H0040 


Human Testes Tumor 


H0041 


Human Fetal Bone 


H0042 


Human Adult Pulmonary 


H0044 


Human Cornea 


H0045 


Human Esophagus, Cancer 


H0046 


Human Endometrial Tumor 


H0048 


Human Pineal Gland 


H0050 


Human Fetal Heart 


H0051 


Human Hippocampus 


H0052 


Human Cerebellum 


H0056 


Human Umbilical Vein, Endo. remake 


H0057 


Human Fetal Spleen 


H0059 


Human Uterine Cancer 


H0063 


Human Thymus 


H0068 


Human Skin Tumor 


H0069 


Human Activated T-Cells 


H0071 


Human Infant Adrenal Gland 


H0074 


Human Platelets 


H0081 


Human Fetal Epithelium (Skin) 


H0083 


HUMAN JURKAT MEMBRANE BOUND POLYSOMES 


H0085 


Human Colon 


H0086 


Human epithelioid sarcoma 
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ITAAQ7 


Human i nymus 




Human T-Cell Lymphoma 


TTAAA7 


Human Adult Heart, subtracted 


UAAAO 


Human Adult Liver, subtracted 


tta 1 r\ A 

HU100 


Human wnoie Six Week Old Embryo 


H0101 


Human 7 Weeks Old Embryo, subtracted 


TTA 1 A«^ 

HOI 02 


Human Whole o Week Old Embryo (II), subt 


I TA 1 AC 

H0105 


Human Fetal Heart, subtracted 


HOI 07 


Human Infant Adrenal Gland, subtracted 


HOI 08 


Human Adult Lymph Node, subtracted 


HOI 16 


Human Thymus Tumor, subtracted 


HOI 19 


Human Pediatric Kidney 


HO 122 


Human Adult Skeletal Muscle 


HO 123 


Human Fetal Dura Mater 


HOI 24 


Human Rhabdomyosarcoma 


T T A 1 1 C 

H0125 


Cem cells cyclohexamide treated 


HO 130 


LNCAP untreated 


H0131 


LNCAP + o.3nM R1881 


1 f A 1 *> 'I 

HO 132 


LNCAP + JOnM Rlcsl 


TTA 1 O A 

HO 134 


Raji Cells, cyclohexamide treated 


H0135 


Human Synovial Sarcoma 


TTA 1 1 

HO 136 


Supt Cells, cyclohexamide treated 


TTA 1 A A 

H0144 


Nine Week Old barly Stage Human 


HOI 47 


Human Adult Liver 


TTA 1 C A 

HO 150 


Human Epididymus 


HO 153 


Human adult lymph node, subtracted 


HO 156 


Human Adrenal Gland Tumor 


H0159 


Activated T-Cells, 8 hrs., ligation 2 


HO 163 


Human Synovium 


t t/\ i / r 

HO 165 


Human Prostate Cancer, Stage B2 j 


HO 166 


Human Prostate Cancer, Stage B2 traction 


TTA 1 f A 

HO 1 69 


Human Prostate Cancer, Stage C fraction 


T T A 1 "7 A 

HO 170 


12 Week Old Early Stage Human 


T TA 1 *11 

H0171 


12 Week Old barly Stage Human, 11 


H0173 


Human Cardiomyopathy, RNA remake 


i ta n/ 

HO 176 


CAMAlEe Cell Line 


TTA 1 T7 

H0177 


CAMA1 Ee Cell Line 


OA 1 "7 0 

H0178 


Human Fetal Brain 


I TA 1 "1 rv 

HO 179 


Human Neutrophil 


H0181 


Human Primary Breast Cancer 


HO 182 


Human Pnmary Breast Cancer 


H0183 


Human Colon Cancer 


IT A 1 OA 

HU1 o4 


Human Colon Cancer, metasticized to live 


HO 186 


Activated T-Cell 


HO 187 


Resting T-Cell 


HO 188 


Human Normal Breast 


HO 194 


Human Cerebellum, subtracted 


HO 196 


Human Cardiomyopathy, subtracted 


HO 197 


Human Fetal Liver, subtracted 
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HUzUU 


Human Greater Omentum, fract II remake, 


H0201 


Human Hippocampus, subtracted 


H0204 


Human Colon Cancer, subtracted 


H0205 


Human Colon Cancer, ditlerential 


H0207 


LNCAP, differential expression 


H0208 


Early Stage Human Lung, subtracted 


H0212 


Human Prostate, subtracted 


H0213 


Human Pituitary, subtracted 


H0214 


Raji cells, cyclohexamide treated, subtracted 


H0216 


Supt cells, cyclohexamide treated, subtracted 


H0222 


Activated T-Cells, 8 hrs, subtracted 


H0225 


Activated T-Cells, 12hrs, differentially expressed 


H0231 


Human Colon, subtraction 


H0232 


T ~W ' — « 1 1 * t*t* A. " 1 ' 

Human Colon, differential expression 


H0234 


human colon cancer, metastatic to liver, differentially expressed 


H0235 


Human colon cancer, metaticized to liver, subtraction 


H0238 


Human Myometrium Leiomyoma 


H0239 


Human Kidney Tumor 


H0242 


tw •-< . 1 »T i TA • f a • 1 /T-< « t o ^ ■ _ \ 

Human Fetal Heart, Differential (Fetal-Specific) 


H0244 


T T n 117 1 I1T1 1 T~" 1 1 i * 1 

Human 8 Week Whole Embryo, subtracted 


H0247 


Human Membrane Bound Polysomes- Enzyme Subtraction 


H0250 


Human Activated Monocytes 


H0251 


Human Chondrosarcoma 


H0252 


Human Osteosarcoma 


H0253 


Human adult testis, large inserts 


H0254 


w-k T 1 1 I A 1 '1 

Breast Lymph node cDNA library 


H0255 


breast lymph node CDNA library 


H0257 


HL-60, PMA 4H 


H0261 


H. cerebellum, Enzyme subtracted 


H0263 


human colon cancer 


H0264 


human tonsils 


H0265 


Activated T-Cell (12hs)/Thioundine labelledEco 


H0266 


T T » aT' 1 T"» J ii 1' 1 /"■* 11 £* A. A 

Human Microvascular Endothelial Cells, tract. A 


H0267 


w w m at' 1 T~i 1 ii 1" 1 11 r* j T» 

Human Microvascular Endothelial Cells, tract. B 


H0268 


Human Umbilical Vein Endothelial Cells, fract. A 


H0269 


wt t t I'l" 1 ■* 7 * I*" 1 J il^ i* l y^* 11 f a t*> 

Human Umbilical Vein Endothelial Cells, fract. B 


H0271 


"VT a 1 " "1 A i * j ] 

Human Neutrophil, Activated 


H0272 


HUMAN TONSILS, FRACTION 2 


H0274 


tt a i ii n i c a.' it 

Human Adult Spleen, fractionll 


H0284 


Human OB MG63 control fraction I 


H0286 


Human OB MG63 treated (10 nM E2) fraction I 


H0288 


Human OB HOS control fraction I 


H029U 


Human OB HOb treated ( 1 nM hi) traction 1 


H0292 


Human OB HOS treated (10 nM E2) fraction I 


H0294 


Amniotic Cells - TNF induced 


H0295 


Amniotic Cells - Primary Culture 


H0298 


HCBB's differential consolidation 


H0305 


CD34 positive cells (Cord Blood) 


H0306 


CD34 depleted Buffy Coat (Cord Blood) 
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H0309 


Human Chronic Synovitis 


H0313 


iii ' 
human pleural cancer 


H0316 


HUMAN STOMACH 


H0318 


HUMAN B CELL LYMPHOMA 


H0320 


Human frontal cortex 


H0321 


HUMAN SCHWANOMA 


H0327 


human corpus colosum 


H0328 


human ovarian cancer 


H0329 


Dermatofibrosarcoma Protuberance 


H0331 


Hepatocellular Tumor 


H0333 


Hemangiopericytoma 


H0334 


Kidney cancer 


H0340 


Corpus Callosum 


H0341 


Bone Marrow Cell Line (RS4,1 1) 


H0343 


stomach cancer (human) 


H0345 


SKIN 


H0351 


Glioblastoma 


H0352 


wilm's tumor 


H0354 


Human Leukocytes 


H0355 


Human Liver 


H0356 


Human Kidney 


H0359 


KMH2 cell line 


H0361 


Human rej ected kidney 


H0369 


H. Atrophic Endometrium 


H0370 


H. Lymph node breast Cancer 


H0372 


Human Testes \ 


H0373 


Human Heart 


1 H0374 


Human Brain 


H0375 


Human Lung 


H0376 


Human Spleen 


H0379 


Human Tongue, frac 1 


H0380 


Human Tongue, frac 2 


H0381 


Bone Cancer 


H0383 


Human Prostate BPH, re-excision 


H0384 


Brain, Kozak 


H0386 


Leukocyte and Lung, 4 screens 


H0390 


Human Amygdala Depression, re-excision 


H0391 


H. Meniingima, M6 


H0392 


H. Meningima, Ml 


H0393 


Fetal Liver, subtraction II 


H0395 


Al-CELL LINE 


H0399 


Human Kidney Cortex, re-rescue 


H0402 


CD34 depleted Buffy Coat (Cord Blood), re-excision 


H0403 


H. Umbilical Vein Endothelial Cells, IL4 induced 


H0408 


Human kidney Cortex, subtracted 


H0411 


H Female Bladder, Adult 


H0412 


Human umbilical vein endothelial cells, IL-4 induced 


H0413 


Human Umbilical Vein Endothelial Cells, uninduced 


H0415 


H. Ovarian Tumor, II, OV5232 j 
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H0416 


Human Neutrophils, Activated, re-excision 


H0419 | 


Bone Cancer, re-excision 


H0421 


Human Bone Marrow, re-excision 


H0422 


T-Cell PHA 16hrs 


H0423 


T-Cell PHA24hrs 


H0424 


Human Pituitary, subt IX 


- H0427 


Human Adipose 


H0428 


Human Ovary 


H0431 


H. Kidney Medulla, re-excision 


H0433 


Human Umbilical Vein Endothelial cells, frac B, re-excision 


H0435 


Ovarian Tumor 1 0-3-95 


H0436 


Resting T-Cell LibraryJI 


H0437 


H Umbilical Vein Endothelial Cells, frac A, re-excision 


H0438 


H. Whole Brain #2, re-excision 


H0441 


H. Kidney Cortex, subtracted 


H0444 


Spleen metastic melanoma 


H0445 


Spleen, Chronic lymphocytic leukemia 


H0453 


H. Kidney Pyramid, subtracted 


H0455 


H. Striatum Depression, subt 


H0457 


Human Eosinophils 


H0458 


CD34+ cell, I, frac 11 


H0459 


CD34+cells, II, FRACTION 2 


H0461 


H. Kidney Medulla, subtracted 


H0477 


Human Tonsil, Lib 3 


H0478 


Salivary Gland, Lib 2 


H0479 


Salivary Gland, Lib 3 


H0483 


Breast Cancer cell line, MDA 36 


H0484 


Breast Cancer Cell line, angiogenic 


H0485 


Hodgkin's Lymphoma I 


H0486 


Hodgkin's Lymphoma II 


H0487 


Human Tonsils, lib I 


H0488 


Human Tonsils, Lib 2 


H0489 


Crohn's Disease 


H0492 


HL-60, RA 4h, Subtracted 


H0494 


Keratinocyte 


H0497 


HEL cell line 


H0506 


Ulcerative Colitis 


H0509 


Liver, Hepatoma 


H0510 


Human Liver, normal 


H0512 


Keratinocyte, lib 3 


1 H0517 


Nasal polyps 


H0518 


pBMC stimulated w/ poly I/C 


H0519 


NTERA2, control 


H0520 


NTERA2 + retinoic acid, 14 days 


H0521 


Primary Dendritic Cells, lib 1 


H0522 


Primary Dendritic cells,frac 2 


H0525 


PCR, pBMC I/C treated 


H0528 


Poly[I]/Poly[C] Normal Lung Fibroblasts 


H0529 


Myoloid Progenitor Cell Line 
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jiuman L'crTnai .cnGotnenai ceiis,untreaieci 


H0535 


Human ovary tumor cell uvi jU 12. I 


H0538 


Mencel cells 


H0539 


Pancreas Islet Cell Tumor 


H0540 


Skin, burned 


H0542 


T Cell helper 1 


H0543 


T cell helper 11 


H0544 


Human endometrial stromal cells 1 


H0545 


Human endometrial stromal cells-treated with progesterone 


H0546 


Human endometrial stromal cells-treated with estradiol 


H0547 


NTERA2 teratocarcinoma cell line+retinoic acid (14 days) 


H0549 


H. Epididiymus, caput & corpus 


H0550 


H. Epididiymus, cauda 


H0551 


Human Thymus Stroma! Cells 


H0553 


Human Placenta ! 


H0555 


T"» a 1 ¥jT "J 1 " t A 

Rejected Kidney, lib 4 


H0556 


Activated 1 -cell(l zh)/ Ihioundine-re-excision 


H0559 


TTT /"A n\ f A /ITT 

HL-60, PM A 4H, re-excision 


H0560 


KMH2 


H0561 


L428 


H0562 


Human Fetal Brain, normalized cd-1 1-26 


H0563 


Human Fetal Brain, normalized dvkjI it i 


H0565 


Human Fetal Brain, normalized lUU(J24r 


H0569 


Human Fetal Brain, normalized CU 


H0570 


Human Fetal Brain, normalized C50UH 


H0572 


Human Fetal Brain, normalized AC5002 


H0574 


Hepatocellular Tumor, re-excision 


H0575 


Human Adult Pulmonary,re-excision 


H0576 


Resting T-Cell, re-excision 


H0579 


Pericardium 


H0580 


Dendritic cells, pooled _j 


H0581 


Human Bone Marrow, treated 


H0583 


T*> 11 1 — 1, _ 

B Cell lymphoma 


H0584 


Activated T-cells, 24 hrs,re-excision 


H0585 


Activated T-Cells,12 hrs,re-excision 


H0586 


Healing groin wound, 6.5 hours post incision 


H0587 


Healing groin wound, 7.5 hours post incision 


H0590 


Human adult small intestine,re-excision 


H0591 


Human T-cell lymphoma,re -excision 


H0592 


Healing groin wound - zero hr post-incision (control) 


H0593 


Olfactory epithehum,nasalcavity 


H0594 


Human Lung Cancer,re-excision 




otomacn cancer ^numan^,re-excision 


H0596 


Human Colon Cancer,re-excision 


H0597 


Human Colon, re -excision 


H0598 


Human Stomach,re-excision 


H0599 


Human Adult Heart,re-excision 


| H0600 


Healing Abdomen wound,70&90 min post incision 


H0601 


Healing Abdomen Wound, 15 days post incision 
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nuouz 


Upo 1 i n rr A V%Hr\Tnpr"i V\/r\i inrl ")lJP»0O Ar,\u- nnct iriPiciAn 
JlCallfl^ /\UvJUlIIC[l VV UUIlUjZ 1 OiZy QayS DOSi lilvlolUll 


rlUOUO 


nuiiiaii riiiimiy Dicabi v/-cinccr } re -excision 


HUOUV 


n. LcUKocyicb, nunridiizea cot jUUA 


riUOl j 


ri.JLcUKucyies, normalized cot jd 


(-THAI ^ 


riuman ovarian cancer iveexcision 


JtlUO 1 D 


riuman testes, Keexcision 


liUol / 


riuman rrimary t>reast cancer Keexcision 


tja/:i o 

HUo I o 


Human Adult Testes, Large Inserts, Reexcision 




Fetal Heart 


riUozU 


Human Fetal Kidney, Reexcision 


riuoZZ 


Human Pancreas Tumor, Reexcision 


HU623 


Human Umbilical Vein, Reexcision 


HU624 


1 2 Week Early Stage Human II, Reexcision 


lia/c> c 


Ru ol2r Basopnils Line 


"LJAiO£. 

HUozo 


oaosz Cells, untreated 


H0627 


Saosz Cells, Vitamin D3 lreated 


rlUozo 


Human Pre-Differentiated Adipocytes 


ua^q 1 


Saos2, Dexamethosome Treated 


HU632 


Hepatocellular Tumor ,re-excision 


HU633 


Lung Carcinoma A549 TNFalpha activated 


riUo34 


Human Testes Tumor, re -excision 


riUo3j 


Human Activated T-Cells, re-excision 
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T0071 


Human Rone Marrow 

1 11(411 Uwl Iv IVACll I W VV 


T0074 


Human Adult Retina 


T0079 


Human Kidney, normal Adult 


T0082 


Human Adult Retina 


T0103 


Human colon carcinoma (HCC) cell line 


TO 104 


HCC cell line metastisis to liver 


TO 109 


Human (HCC) cell line liver (mouse) metastasis, remake 
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T0110 


Human colon carcinoma (HCC) cell line, remake 


TO 1 14 


Human (Caco-2) cell line, adenocarcinoma, colon, remake 


T0115 


Human Colon Carcinoma (HCC) cell line 
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Table 6 



OMIM ID 


OMIM Description | 


' 100650 


Alcohol intolerance, acute (3) 
?Fetal alcohol syndrome (1) 


100690 


Myasthenic syndrome, slow-channel congenital, 601462 (3) 


100710 


Myasthenic syndrome, slow-channel congenital, 601462 (3) 

J 1 2 : " 


1 100730 


Myasthenia gravis, neonatal transient (2) 


101000 


Malignant mesothelioma, sporadic (3) 

Meningioma, NF2 -related, sporadic (3) Schwannoma, sporadic (3) 
Neurofibromatosis, type 2 (3) 
Neurolemmomatosis (3) 


102200 


Somatotrophinoma (2) 


102540 


Cardiomyopathy, idiopathic dilated (3) 


102578 


Leukemia, acute promyelocyte, PML/RARA type (3) 


102600 


Urolithiasis, 2,8-dihydroxyadenine (3) 


102770 


Myoadenylate deaminase deficiency (3) 


102772 


[AMP deaminase deficiency, erythrocytic] (3) 


103000 


Hemolytic anemia due to adenylate kinase deficiency (3) 


1 VJvJv 


Adenylosuccinase deficiency (1) 
Autism, succinylpurinemic (3) 


103581 


Albright hereditary osteodystrophy-2 (2) (?) 


103600 


Analbuminemia (3) 

[Dysalbuminemic hyperthyroxinemia] (3) 
rDvsalbuminemic hyperzincemia], 194470 (3) 


103720 


Alcoholism, susceptibility to (1) 


103850 


Aldolase A deficiency (3) 


103950 


Emphysema due to alpha-2-macroglobulin deficiency (1) 


104150 


[AFP deficiency, congenital] (1) 

[Hereditary persistence of alpha-fetoprotein] (3) 


104311 


Alzheimer disease-3 (3) 


104500 


Amelogenesis imperfecta-2, hypoplastic local type (2) 


104614 


Cystinuria, 220100 (3) 


104770 


^Amyloidosis, secondary, susceptibility to (1 ) 




Anal canal carcinoma (2) (?) 


1 V/-JU w 


Dyserythropoietic anemia, congenital, type III (2) 


106100 


Angioedema hereditary (3) 


1061 so 


Hypertension, essential, susceptibility to (3) 
Preeclampsia, susceptibility to (3) 


106165 


Hyp^rtensinn, essential, 145500 (3) 


106180 


Myocardial infarction, susceptibility to (3) 


106210 


Aniridia (3) 

Cataract, congenital, with late-onset corneal dystrophy (3) 
Foveal hypoplasia, isolated, 136520 (3) 
Peters anomaly (3) 


106300 


Ankylosing spondylitis (2) 


107250 


Anterior segment mesenchymal dysgenesis (2) 


107271 


CD59 deficiency (3) 


107280 


Alpha-l-antichymotrypsin deficiency (3) 
Cerebrovascular disease, occlusive (3) 
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107300 


Antithrombin III deficiency (3) 


107400 


Emphysema (3) 
Emphysema-cirrhosis (3) 


107470 


Atypical mycobacterial infection, familial disseminated, 209950 (3) 
BCG infection, generalized familial (3) 
Tuberculosis, susceptibility to (3) 


107670 


Apolipoprotein A-TI deficiency (3) 


107680 


Amyloidosis, 3 or more types (3) 
ApoA-I and apoC-III deficiency, combined (3) 
Corneal clouding, autosomal recessive (3) 
Hypertriglyceridemia, one form (3) 
Hypoalphalipoproteinemia (3) 


107720 


Hypertriglyceridemia (3) 


107730 


Abetalipoproteinemia (3) 
Apolipoprotein B-100, ligand-defective (3) 
Hyperbetalipoproteinemia (3) 
Hypobetalipoproteinemia (3) 


107741 


Hyperlipoproteinemia, type III (3) 


107776 


Colton blood group, 1 10450 (3) 


107777 


Diabetes insipidus, nephrogenic, autosomal recessive, 222UUU (J) 


107910 


Gynecomastia, familial, due to increased aromatase activity (1) 
Virilization, maternal and fetal, from placental aromatase deficiency (3) 


107970 


Arrhythmogenic right ventricular dysplasia- 1 (2) 


108120 


Distal arthrogryposis- 1 (2) 


108725 


Atherosclerosis, susceptibility to (2) 


108730 


Brodv myopathy, 601003 (3) 


108800 


Atrial septal defect, secundum type (2) 


108962 


Hypertension, salt-resistant (1) (?) 


108985 


Atrophia areata (2) 


109150 


Machado-Joseph disease (3) 


109270 


Hemolytic anemia due to band 3 defect (3) 
Renal tubular acidosis, distal, 179800 (3) 
Spherocytosis, hereditary (3) 
[Acanthocytosis, one form] (1) 
[Elliptocytosis, Malaysian-Melanesian type] (3) 


109400 


Basal cell nevus syndrome (2) 


109543 


Leukemia, chronic lymphocytic, B-cell (2) 


109560 


Leukemia/lymphoma, B-cell, 3 (2) 


109690 


Asthma, nocturnal, susceptibility to (3) 
Obesity, susceptibility to (3) 


109700 


Hemodialysis-related amyloidosis (l) 


110100 


Blepharophimosis, epicanthus inversus, and ptosis, type 1 (2) 


j 110700 


Vivax malaria, susceptibility to (1) 


i 1 ncA 
1 12250 


xione oyspiasia wun meaunary iidiuchii^uiiki 


112261 


Fibrodysplasia ossificans progressiva (1) (?) 


112262 


Fibrodysplasia ossificans progressiva, 135100 (1) (?) 


112410 


Hypertension with brachydactyly (2) 


113100 


Brachydactyly, type C (2) 


113300 


Brachydactyly type E (2) (?) 


113520 


Hyperleucmemia-isoleucinemia or hypervalinemia (1) (?) 
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113705 


Breast cancer- 1 (3) 
Ovarian cancer (3) 


113721 


Breast cancer (1) 


113900 


Heart block, progressive familial, type I (2) 


114130 


Osteoporosis (3) 


1 14208 


Hypokalemic periodic paralysis, 170400 (3) 
Malignant hyperthermia susceptibility j, ouioo/ {i) 


114240 


Muscular dystrophy, limb-girdle, type zA, zdjouu {i) 


114290 


Campomelic dysplasia with autosomal sex reversal (3) 


114350 


Leukemia, acute myeloid (2) 


114400 


Lynch cancer family syndrome II (2) (?) 


114550 


Hepatocellular carcinoma (1) 


114835 


Monocyte carboxyesterase deficiency (1) (?) 


115500 


Acatalasemia (3) 


115650 


Cataract, anterior polar- 1 (2) (?) 


115660 


Cataract, cerulean, type 1 (2) 


116600 


Cataract, posterior polar (2) 


116800 


Cataract, Marner type (2) 


116806 


Colorectal cancer (3) 


116860 


Cavernous angiomatous malformations (2) 


117700 


Hemosiderosis, systemic, due to aceruloplasminemia (3) 
[Hypoceruloplasminemia, hereditary] (1) 


118210 


Charcot-Marie-Tooth neuropathy-2A (2) 


118425 


Myotonia congenita, dominant, 160800 (3) 
Myotonia congenita, recessive, 255700 \p) 
Myotonia levior, recessive (3) 


118470 


fCETP deficiency] (3) 


118485 


Polycystic ovary syndrome with hyperandrogenemia (2) 


118504 


Epilepsy, benign neonatal, type 1, 121200 (3) 
Epilepsy, nocturnal frontal lobe, 600513 (3) 


118511 


Schizophrenia, neurophysiology defect in (2) 


118800 


Choreoathetosis, familial paroxysmal (2) 


119300 


van der Woude syndrome (2) 


i 120070 


Alport syndrome, autosomal recessive, 203780 (3) 


120110 


Metaphyseal chondrodysplasia, Schmid type (3) 


120120 


Epidermolysis bullosa dystrophia, dominant, 131750 (3) 
Epidermolysis bullosa dystrophia, recessive, 226600 (3) 
Epidermolysis bullosa, pretibial, 131850 (3) 


120131 


Alport syndrome, autosomal recessive, 203780 (3) 
Hematuria, familial benign (3) 


120140 


Achondrogenesis-hypochondrogenesis, type II (3) 

Kniest dysplasia (3) 

Osteoarthrosis, precocious (3) 

SED congenita (3) 

SMED Strudwick type (3) 

Stickler syndrome, type I (3) 

Wagner syndrome, type 11 (3) 


120150 


Ehlers-Danlos syndrome, type VIIA1, 130060 (3) 

Osteogenesis imperfecta, 4 clinical forms, 166200, 166210, 259420, 

166220 (3) 
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Osteoporosis, idiopathic, 166710 (3) 


120160 


Ehlers-Danlos syndrome, type VIIA2, 130060 (3) 
Marfan syndrome, atypical (3) 

Osteogenesis imperfecta, 4 clinical forms, 166200, 166210, 259420, 
166220 (3) 

Osteoporosis, idiopathic, 166710(3) 


120180 


Aneurysm, familial, 100070 (3) 
Ehlers-Danlos syndrome, type III (3) 
Ehlers-Danlos syndrome, type IV, 130050 (3) 
Fibrornuscular dysplasia of arteries, 13555U (3) 


120190 


Ehlers-Danlos syndrome, type I, 130000 (3) 


120215 


Ehlers-Danlos syndrome, type I, 130000 (3) 
Ehlers-Danlos syndrome, type II, 130010 (3) 


120220 


Bethlem myopathy, 158810(3) 


120240 


Bethlem myopathy, 158810 (3) 


120250 


Bethlem myopathy, 158810 (3) 


120260 


Epiphyseal dysplasia, multiple, type 2, 600204 (3) 


120280 


Marshall syndrome, 154780(3) 
Stickler syndrome, type III (3) 


120290 


OSMED syndrome, 215150 (3) 
Stickler syndrome, type II, 184840 (3) 


120435 


Colorectal cancer, hereditary, nonpolyposis, type 1 (3) Ovarian cancer (3) 
Muir-Torre syndrome, 158320 (3) 


120436 


Colorectal cancer, hereditary nonpolyposis, type 2 (3) 
Muir-Torre family cancer syndrome, 158320 (3) 
Turcot syndrome with glioblastoma, 276300 (3) 


120470 


Colorectal cancer (3) j 


120550 


Clq deficiency, type A (3) 


120570 


Clq deficiency, type B (3) 


120575 


Clq deficiency, type C (3) 


120580 


Clr/Cls deficiency, combined (1) 


120620 


CR1 deficiency (1) 
?SLE susceptibility (1) 


120700 


C3 deficiency (3) 


120810 


C4 deficiency (3) 


120820 


C4 deficiency (3) 


120900 


C5 deficiency (1) 


120920 


Measles, susceptibility to (1) 


120940 


C9 deficiency (3) 


120950 


C8 deficiency, type I (2) 


120960 


C8 deficiency, type II (3) 


121011 


Deafness, autosomal dominant 3, 601544 (3) 
Deafness, autosomal recessive 1, 220290 (3) 


121014 


Heterotaxia, visceroatrial, autosomal recessive (3) 


121050 


Contractural arachnodactyly, congenital (3) 


121300 


Coproporphyria (3) 
Harderoporphyrinuria (3) 


121360 


Myeloid leukemia, acute, M4Eo subtype (2) 


121700 


Congenital hereditary endothelial dystrophy of cornea (2) 


121800 


Corneal dystrophy, crystalline, Schnyder (2) 
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122000 


Corneal dystrophy, posterior polymorphous (2) 


122500 


[Transcortin deficiency] (1) 


122560 


ACTH deficiency, 201400 (2) 


122720 


Coumann resistance, 122700 (3) 
Nicotine addiction, protection from (3) 


123000 


Craniometaphyseal dysplasia (2) 


123101 


Craniosynostosis, type 2 (3) 


j 123580 


Cataract, congenital, autosomal dominant (3) 


123620 


Cataract, cerulean, type 2, 601547 (3) 


123660 


Cataract, Coppock-like (3) 


123829 


Melanoma (3) 


123940 


White sponge nevus, 193900 (3) 


124030 


Debrisoquine sensitivity (3) 
?Parkinsonism, susceptibility to (1) 


124080 


CMO 11 deficiency (3) 


124200 


Darier disease (keratosis follicular^) (2) 


125270 


Porphyria, acute hepatic (3) 

Lead poisoning, susceptibility to (3) 


125490 


Dentinogenesis imperfecta- 1 (2) 


125660 


Cardiomyopathy (1) (?) 
Myopathy, desminopathic (1) (?) 


125852 


Insulin-dependent diabetes mellitus-2 (2) 


126060 


Anemia, megaloblastic, due to DHFR deficiency (1) (?) 


126090 


Hyperphenylalaninemia due to pterin-4a-carbinolamine dehydratase 
deficiency, 264070 (3) 


126150 


Diphtheria, susceptibility to (1) 


126337 


Myxoid liposarcoma (3) 


126340 


Xeroderma pigmentosum, group D, 278730 (3) 


126391 


DNA ligase I deficiency (3) 


126451 


?Schi7 n pHrer»a ( susceptibility to (2) 


126452 


Autonomic nervous system dysfunction (3) 
[Novelty seeking personality] (1) 


126600 


Drusen, radial, autosomal dominant (2) 


126650 


Chloride diarrhea, congenital, Finnish type, 214700 (3) 
Colon cancer (1)(?) 


128100 


Dystonia- 1 , torsion (3) 


129010 


Neuropathy, congenital hypomyelinating, 1 (3) 


129490 


Ectodermal dysplasia-3, anhidrotic (2) 


129500 


Ectodermal dysplasia, hidrotic (2) 


129900 


EEC syndrome- 1 (2) (?) 


130160 


Cutis laxa, 123700 (3) 

Supravalvar aortic stenosis, 185500 (3) 

Williams-Beuren syndrome, iyWjv \j) 


130410 


Glutaricaciduria, type IEB (3) 


130500 


Elliptocytosis-1 (3) 


130650 


Beckwith- Wiedemann syndrome (2) 


131100 


Carcinoid tumor of lung (3) 
Multiple endocrine neoplasia I (3) 

Prolactinoma, hyperparathyroidism, carcinoid syndrome (2) 
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131195 


Hereditary hemorrhagic telangiectasia- 1, 187300 (3) 


131210 


Atherosclerosis, susceptibility to (2) 


131242 


Shah-Waardenburg syndrome, 277580 (3) 


131400 


Eosinophilia, familial (2) 


131440 


Eosinophilic myeloproliferative disorder (2) (?) 


132700 


Cylindromatosis (2) 


132800 


Basal cell carcinoma (2) (?) 

Epithelioma, self-healing, squamous 1, Ferguson-Smith type (2) 


133170 


Erythremia (1)(?) 


133171 


rErythrocytosis, familial], 133100 (3) 


133200 


Erythrokeratodemnia variabilis (2) 


133510 


Trichothiodystrophy (3) 

Xfrnrifirma pigmentosum, group B O) 


133530 


Xeroderma pigmentosum, group G, 278780 (3) 


133540 


Cockayne syndrome-2, late onset (2) 


133700 


Chondrosarcoma, 215300 (3) 
Exostoses, multiple, type 1 (3) 


133701 


Fvnstnses, multiple, tvpe 2 (3) 


133780 


Vitreoretinopathy, exudative, familial (2) 


134370 


Factor H deficiency (1) 
Hemolytic-uremic syndrome, 235400 (3) 
Membroproliferative glomerulonephritis (1) 


134580 


Factor XIIIB deficiency (3) 


134638 


Systemic lupus erythematosus, susceptibility, 152700 (3) 


134790 


Hyper ferritinemia-cataract syndrome, 600886 (3) 


134797 


Ectopia lentis, ?isolated (3) 
Marfan syndrome, 154700 (3) 
Shprintzen-Goldberg syndrome, 182212 (3) 


134820 


Amyloidosis, hereditary renal, 105200 (3) 
Dysfibrinogenemia, alpha type, causing bleeding diathesis (3) 
Dysfibrinogenemia, alpha type, causing recurrent thrombosis (3) 


134830 


Dysfibrinogenemia, beta type (3) 


134850 


Dysfibrinogenemia, gamma type (3) 
Hypofibrinogenemia, gamma type (3) 


134934 


Achondroplasia, 100800(3) 

Craniosynostosis, nonsyndromic (3) 

Crouzon syndrome with acanthosis nigricans (3) 

Hypochondroplasia, 146000 (3) 

Thanatophoric dysplasia, types I and II, 187600 (3) 


135300 


Fibromatosis, gingival (2) 


135600 


Ehlers-Danlos syndrome, type X (1) (/) 


135700 


Fibrosis of extraocular muscles, congenital, 1 (l) 


135750 


Tetramelic mirror-image Polydactyly (1) (!) 


135940 


Ichthyosis vulgaris, 140/00 (I) (!) 


136132 


[Fish-odor syndromel, 602079 (3) 


136350 


Pfeiffer syndrome, 101600 (3) 


136435 


Ovarian dysgenesis, hypergonadotropic, with normal karyotype, 233300 (3) 


136440 


Lymphoma/leukemia, B-cell, variant (1) 


136530 


Male infertility, familial (1) (?) 


136550 


Macular dystrophy, North Carolina type (2) 
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136836 


Fucosyltransferase-6 deficiency (3) 


136850 


Fumarase deficiency (3) 


137181 


[Gamma-glutamyltransferase, familial high serum] (2) 


137350 


Amyloidosis, Finnish type, 105120 (3) 


137600 


Iridogoniodysgenesis syndrome (2) 


138030 | 


[?Hyperproglucagonemia] (1) 


j 138033 


Diabetes mellitus, type II (3) 


138040 


Cortisol resistance (3) 


138079 


Hyperinsulinism, familial, 602485 (3) 
MODY, type 2, 125851 (3) 


138140 ! 


Glucose transport defect, blood-brain barrier (3) 


138190 


Diabetes mellitus, noninsulin-dependent (3) 


138320 


Hemolytic anemia due to glutathione peroxidase deficiency (1) 


138430 


Diabetes mellitus. tvpe II (3) 


138491 


Hyperekplexia and spastic paraparesis (3) 
Startle disease, autosomal recessive (3) 

Startle disease/hyperekplexia, autosomal dominant, 149400 (3) 


138570 


Non-insulin dependent diabetes mellitus, susceptibility to (2) 


138571 


Glycogen synthase, liver, deficiency of, 240600 (1) 


138700 


TApolipoprotein H deficiency] (3) 


138720 


RprnarH-Soulier svndrome. tvpe B (2) 


138850 


Hypogonadotropic hypogonadism (3) 


138971 


Kostmann neutropenia, 202700 (3) 


138981 


Pulmonary alveolar proteinosis, 265120 (3) 


139130 


Hypertension, essential, susceptibility to, 145500 (3) 


139150 


Basal cell carcinoma (3) 


139190 


Gigantism due to GHRF hypersecretion (1) 

Isolated growth hormone deficiency due to defect in GHRF (1) (?) 


139191 


Growth hormone deficient dwarfism (3) 


139250 


Isolated growth hormone deficiency, Illig type with absent GH and 
Kowarski type with bioinactive GH (3) 


139320 


McCune-Albright polyostotic fibrous dysplasia, 174800 (3) 
Pituitary ACTH secreting adenoma (3) 
Pseudohypoparathyroidism, type la, 103580 (3) 
Somatotrophinoma (3) 


139330 


Night blindness, congenital stationary (3) 


139350 


Epidermolytic hyperkeratosis, 113800 (3) 
Keratoderma, palmoplanar, nonepidermolytic (3) 


139360 


Pituitary ACTH-secreting adenoma (3) 


140100 


[Anhaptoglobinemia] (3) 
[Hypnhaptngloginemia] (3) 


141750 


Alpha-thalassemia/mental retardation syndrome, type 1(1) 


141800 


Erythremias, alpha- (3) 
Heinz body anemias, alpha- (3) 
Methemoglobinemias, alpha- (3) 
Thalassemias, alpha- (3) 


141850 


Erythrocytosis (3) 
Heinz body anemia (3) 
Hemoglobin H disease (3) 
Hypochromic microcytic anemia (3) 
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Thalassemia, alpha- (3) 


141900 


Erythremias, beta- (3) 
HPFH, deletion type (3) 
Heinz body anemias, beta- (3) 
Methemoglobinemias, beta- (3) 
Sickle cell anemia (3) 
Thalassemias, beta- (3) 


142000 


Thalassemia due to Hb Lepore (3) 
Thalassemia, delta- (3) 


142200 


HPFH, nondeletion type A (3) 


142250 


HPFH, nondeletion type G (3) 


142270 ! 


Hereditary persistence of fetal hemoglobin (3) (?) 


142335 


Hereditary persistence of fetal hemoglobin, heterocellular, Indian type (2) 
(7) 


142380 


Hepatocellular carcinoma (3) 


142410 


Insulin-dependent diabetes mellitus (3) 
MODY, type 3, 600496 (3) 

Non-msul in-dependent diabetes mellitus-2, 601407 (I) 


142470 


[Hereditary persistence of fetal hemoglobin, heterocellular] (2) 


142600 


Hemolytic anemia due to hexokinase deficiency (3) 


142680 


Periodic fever, familial (2) 


142857 


Pemphigoid, susceptibility to (2) 


142858 


Beryllium disease, chronic, susceptibility to (3) 


142959 


Hand-foot-uterus syndrome, 140000 (3) 


S 142989 


Synpolydactyly, type II, 186000 (3) 


143100 


Huntington disease (3) 


143200 


Erosive vitreoretinopathy (2) 
Wagner syndrome (2) 


143450 


Tnfunctional protein deficiency, type II (3) 


143890 


Hypercholesterolemia, familial (3) 


144120 


Hypenmmunoglobuhn Gl syndrome (2) (?) 


144200 


Epidermolytic palmoplantar keratoderma (3) 


144700 


Renal cell carcinoma (2) 


145001 


Hyperparathyroidism-jaw tumor syndrome (2) 


145260 


Pseudohypoaldosteronism, type II (2) 


145410 


Opitz G syndrome, type 11 (2) 


145505 


?Hypertension, essential (1) 


145981 


Hypocalciuric hypercalcemia, type II (2) 


146150 


Hypomelanosis of Ito (2) (?) 


146200 


Hypoparathyroidism, familial (2) 


146740 


Neutropenia, alloimmune neonatal (3) 
Viral infections, recurrent (3) 

Lupus erythematosus, systemic, susceptibility, 152700 (1) 


146760 


[IgU receptor i, pnagocyuc, laminai uciioicncy ulj \ ij 


146790 


Lupus nephritis, susceptibility to (3) 


147020 


Agammaglobulinemia, 601495 (3) 


147050 


Atopy (2) 


147061 


Allergy and asthma susceptibility (2) (?) 


147110 


IgG2 deficiency, selective (3) 


147141 


Leukemia, acute lymphoblastic (1) 



WO 01/22920 



PCT/USOO/26524 



383 



147200 


[Kappa light chain deficiencyl (3) 


147440 


Growth retardation with deafness and mental retardation (3) j 


147450 


a 1*1.1* • * r> y-v *->v 1 1 C" ' - . 1 Af Af\f\ / \ 

Amytrophic lateral sclerosis, due to SOD1 deficiency, 105400 (3) 


147545 


Diabetes mellitus, noninsulin-dependent (3) 


147557 


Epidermolysis bullosa, junctional, with pyloric atresia, 226730 (3) 


147570 


Interferon, immune, deficiency (1) 


147575 


Macrocytic anemia refractory, of 5q- syndrome, 153550 (3) 
Myelodysplastic syndrome, preleukemic (3) 
Myelogenous leukemia, acute (3) 


147660 


Interferon, alpha, deficiency (1) 


147670 


Diabetes mellitus, insulin-resistant, with acanthosis nigricans (3) 
Leprechaunism (3) 
Rabson-Mendenhall syndrome (3) 


147680 


Severe combined immunodeficiency due to IL2 deficiency (I) 


147781 


Atopy, susceptibility to (3) 


147790 


Leukemia, acute lymphocytic, with 4/1 1 translocation (3) (?) 


147791 


Jacobsen syndrome (2) 


148040 


Epidermolysis bullosa simplex, Koebner, Dowling-Meara, and Weber- 
Cockayne types, 131900, 131760, 131800(3) 


148041 


Pachyonychia congenita, Jadassohn-Lewandowsky type, 167200 (3) 


148043 


Meesmann corneal dystrophy, 122100 (3) 


148065 


White sponge nevus, 193900 (3) 


148066 


Epidermolysis bullosa simplex, Koebner, Dowling-Meara, and Weber- 
Cockayne types, 131900, 131760, 131800 (3) 

_ . , - in 1 £ f \ \ f\f\ 1 /I \ 

Epidermolysis bullosa simplex, recessive, 6010U1 (3) 


148067 


Nonepidermolytic palmoplantar keratoderma, 600962 (3) 
Pachyonychia congenita, Jadassohn-Lewandowsky type, 167200 (3) 


148069 


Pachyonychia congenita, Jackson-La wler type, 167210 (3) 


148070 


?Liver disease, susceptibility to, from hepatotoxins or viruses (1) 


148080 


Epidermolytic hyperkeratosis, 1 1 3800 (3) 


148370 


Keratolytic winter erythema (2) 


148500 


Tylosis with esophageal cancer (2) 


148900 


Khppel-Feil syndrome with laryngeal malformation (2) 


150000 


Exertional myoglobinuria due to deficiency of LDH-A (3) I 


150100 


Lactate dehydrogenase-B deficiency (3) 


150200 


rrw < ..11 1 1 / 1 \ 

[Placental lactogen deficiency] (1) 


150210 


Lactoferrin-deficient neutrophils, 245480 (1) (?) 


150230 


Langer-Giedion syndrome (2) 


150240 


Cutis laxa, marfanoid neonatal type (I) (?) 


150250 


Larsen syndrome, autosomal dominant (2) 


150270 


Laryngeal adductor paralysis (2) (?) 


150292 


Epidermolysis bullosa, Herhtz junctional type, 226700 (3) 


150310 


Epidermolysis bullosa, rienitz junctional type, zzo/uu \o) 
Epidermolysis bullosa, generalized atrophic benign, 226650 (3) 


151385 


Leukemia, acute myeloid (3) 


151390 


Leukemia, acute T-cell (2) 


151400 


Leukemia/lymphoma, B-cell, 1 (2) 


151430 


Leukemia/lymphoma, B-cell, 2 (2) 


151440 


Leukemia, T-cell acute lymphoblastoid (2) 



\ 
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151670 


Hepatic lipase deficiency (3) 


i 152200 


Coronary artery disease, susceptibility to (I) 


152427 


Long QT syndrome-2 (3) 


152445 


Erythrokeratoderma, progressive symmetric, oU^Uio (J) 
Vohwinkel syndrome, 124500(3) 


152760 


Hypogonadotropic hypogonadism due to GNRH deliciency, 21! 1W UMO 


152780 


Hypogonadism, hypergonadotropic (3) 

Male pseudohermaphroditism due to detective LH 


152790 


Leydig cell hypoplasia (3) 
Precocious puberty, male, 176410 (3) 


153455 


Cutis laxa, recessive, type I, 219100 (1) 


153700 


Macular dystrophy, vitelhrorm type (3) 


153880 


Macular dystrophy, dominant cystoid (z) 


153900 


Stargardt disease-2 (2) 


154275 


Malignant hyperthermia susceptibility 2 (2) 


154276 


Malignant hyperthermia susceptibility 3 (2) 


154500 


Treacher Collins mandibulofacial dysostosis (3) 


154545 


Chronic infections, due to opsonin detect (3) 


[ 154550 


Carbohydrate-deficient glycoprotein syndrome, type lb, 6U2:> /9 (3 J 


154705 


Marfan syndrome, type 11 (2) 


155555 


[Red hair/fair skin] (3) 

UV-induced skin damage, vulnerability to (3) 


155600 


Malignant melanoma, cutaneous (2) 


155900 


Melkersson-Rosenthal syndrome (2) (?) 


156225 


Muscular dystrophy, congenital merosin-deficient (3) 


156232 


Mesomelic dysplasia, Kantaputra type (2) 


156490 


Neuroblastoma (3) 


156570 


Methylcobalamin deficiency, cbl G type (3) 


156600 


Microcoria, congenital (2) 


156845 


Tietz syndrome, 103500 (3) 

Waardenburg syndrome, type IIA, 193510 (3) 

Waardenburg syndrome/ocular albinism, digenic, 103470 (3) 


156850 


Cataract, congenital, with microphthalmia (2) 


157140 


Dementia, frontotemporal, with parkinsonism, 601630 (3) 


157147 


Abetahpoproteinemia, 200100 (3) 


157170 


TT 1 _ 1 1 ^ / ^ \ 

Holoprosencephaly-2 (2) 


157640 


PEO with mitochondrial DNA deletions, type 1 (2) 


157655 


Lactic acidosis due to detect in lron-suliur cluster 01 complex i ^i; 


157900 


Moebius syndrome (2) (?) 


158590 


Spinal muscular atrophy-4 (2) 


158900 


Facioscapulohumeral muscular dystrophy- 1 A (2) 


159000 


Muscular dystrophy, limb-girdle, type 1 A (2) 


159001 


Muscular dystrophy, limb-girdle, type id j/j 


159350 


Colorectal cancer (3) 


i 159440 


Charcot-Marie-Tooth neuropathy- IB, 1 1 8200 (3) 
Dejerine-Sottas disease, myelin P(0)-related, 145900 (3) 
Hypomyelination, congenital (3) 


159555 


Leukemia, myeloid/lymphoid or mixed-lineage (2) 


159595 


Leukemia, transient, of Down syndrome (2) 
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Cardiomyopathy, familial hypertrophic, 1, \ylovv(i) 
Central core disease, one form (3) (?) 


160777 


Gnscelli disease, 214450 (3) 


160781 


Cardiomyopathy, hypertrophic, mid-left ventricular chamber type (3) 


160900 


Myotonic dystrophy (3) 


160980 


Carney myxoma-endocrine complex (2) 


161015 


Mitochondrial complex I deficiency, 252010 (1) (?) 


162100 


Neuralgic amyotrophy with predilection for brachial plexus (2) 


162150 


Obestiy with impaired prohormone processing, 600955 (3) 


162400 


Neuropathy, hereditary sensory and autonomic, type 1 (2) 


163729 


Hypertension, pregnancy-induced (2) 


163890 


Parkinson disease, type 1, 601508 (3) 


163950 


Cardiofaciocutaneous syndrome, 1 15 150 (2) 
Noonan syndrome- 1 (2) 


164009 


Leukemia, acute promyelocyte, NUMA/RARA type (3) 


164040 


Leukemia, acute promyelocyte, NPM/RARA type (3) 


164050 


Nucleoside phosphorylase deficiency, immunodeficiency due to (3) 


164160 


Obesitv, severe, due to leptin deficiency (3) 


164200 


Oculodentodigital dysplasia (2) 
Syndactyly, type III, 186100 (2) 


164500 


Spinocerebellar ataxia-7 (3) 


164731 


Ovarian carcinoma, 167000 (2) 


164761 


Hirschsprung disease, 142623 (3) 
Medullary thyroid carcinoma, 155240 "(3) 
Multiple endocrine neoplasia IIA, 171400 (3) 
Multiple endocrine neoplasia IIB, 162300 (3) 


164770 


Myeloid malignancy, predisposition to (3) 


164790 


Colorectal cancer (3) 


164860 


Renal cell carcinoma, papillary, familial and sporadic (3) 


164920 


Mast cell leukemia (3) 

Mastocytosis with associated hematologic disorder (3) 
Piebaldisrn (3) 


164953 


Liposarcoma (1) 


165215 


3q21q26 syndrome (1) 


165240 


Greig cephalopolysyndactyly syndrome, 175700 (3) 
Pallister-Hall syndrome, 146510 (3) 
Postaxial Polydactyly type Al, 174200 (3) 


165320 


Hepatocellular carcinoma (1) (?) 


166600 


Osteopetrosis, AD, type II (2) 


166800 


Otosclerosis (2) 


167000 


Ovarian cancer, serous (2) 


167250 


Paget disease of bone (2) (?> 


167409 


Optic nerve coloboma with renal disease, 120330 (3) 


167415 


Hypothyroidism, congenital, due to thyroid dysgenesis or hypoplasia (3) 


168000 


Paraganglioma, familial nonchromaffin, 1 (2) 


168360 


Paraneoplastic sensory neuropathy (1) 


168450 


Hypoparathyroidism, autosomal dominant(3) 
Hypoparathyroidism, autosomal recessive (3) 


168461 


Centrocyte lymphoma (2) 
Multiple myeloma, 254250 (2) 
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Parathyroid adenomatosis 1 (2) 


168468 


Metaphyseal chondrodysplasia, Murk Jansen type, 156400 (3) 


168470 


Humoral hypercalcemia of malignancy (1) (?) 


168500 


Parietal foramina (2) 


168610 


Parkinsonism-dementia with pallidopontonigral degeneration (2) 


169600 


Hailey-Hailey disease (2) 


170261 


Bare lymphocyte syndrome, type I, due to TAP2 deficiency (1) 


170500 


Hyperkalemic periodic paralysis (3) 

Myotonia congenita, atypical acetazolamide-responsive (3) 

Paramyotonia congenita, 168300 (3) 


170650 


Periodontitis Juvenile (2) 


170993 


Zellweger syndrome-3 (3) 


170995 


Zellweger syndrome-2 (3) 


171050 


Colchicine resistance (3) 


171060 


Cholestasis, progressive familial intrahepatic, type 111, 602347 (3) 


171190 


Hypertension, essential, 145500 (1) (?) 


171650 


Lysosomal acid phosphatase deficiency (1 ) (?) ! 


171760 


Hypophosphatasia, adult, 146300 (1) (?) 
Hypophosphatasia, infantile, 241500 (3) 


171860 


Hemolytic anemia due to phosphofructokinase deficiency (1) 


172400 


Hemolytic anemia due to glucosephosphatc isomerase deficiency (3) 
Hydrops fetalis, one form (1) 


172411 


?Colorectal cancer, resistance to (1) 


172471 


Glycogenosis, hepatic, autosomal (3) 


172490 


Phosphorylase kinase deficiency of liver and muscle, 26 1 750 (2) (?) 


173360 


Hemorrhagic diathesis due to PA11 deficiency (1) 

Thrombophilia due to excessive plasminogen activator inhibitor (1) 


173370 


Plasminogen activator deficiency (1) 


173470 


Glanzmann thrombasthenia, type B (3) 


173510 


Platelet glycoprotein IV deficiency (3) 
[Macrothrombocytopenia] (1) 


173610 


Platelet alpha/delta storage pool deficiency (1) ' 


173850 


Polio, susceptibility to (2) 


173870 


Fanconi anemia (1) (?) 
Xeroderma pigmentosum (1) (?) 


173910 


Polycystic kidney disease, adult, type 11 (3) 


174000 


Medullary cystic kidney disease, AD (2) 


174810 


Osteolysis, familial expansile (2) 


174900 


Polyposis, juvenile intestinal (2) 


175100 


Adenomatous polyposis coli (3) 

Adenomatous polyposis coli, attenuated (3) 

Colorectal cancer (3) 

Desmoid disease, hereditary, 135290 (3) 

Gardner syndrome (3) 

Turcot syndrome, 276300 (3) 


176000 


Porphyria, acute intermittent (3) 


176010 


Porphyria, Chester type (2) 


176100 


Porphyria cutanea tarda (3) 
Porphyria, hepatoerythropoietic (3) 


176260 


Episodic ataxia/myokymia syndrome, 160120 (3) 
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176261 


Jervell and Lange-Nielsen syndrome, 220400 (3) 


176300 | 


Amyloid neuropathy, familial, several allelic types (3) 
Amyloidosis, senile systemic (3) 
Carpal tunnel syndrome, familial (3) 
[Dystransthyretinemic hyperthyroxinemial(3) 


176310 


Leukemia, acute pre-B-cell (2) 


176450 


Sacral agenesis- 1 (2) 


176640 


Creutzfeldt-Jakob disease, 123400 (3) 
Gerstmann-Straussler disease, 137440 (3) 
Insomnia, fatal familial (3) 


176705 


Breast cancer, sporadic (3) 


176730 


Diabetes mellitus, rare form (I) 
Hyperproinsulinemia, familial (3) 
MODY, one form (3) 


176797 


Leukemia, acute promyelocyte, PL2F/RARA type (3) 


176860 


Purpura fulminans, neonatal (1) 
Thrombophilia due to protein C deficiency (3) 


176930 


Dysprothrombinemia (3) 
Hypoprothrombinemia (3) 


176943 


Apert syndrome, 101200 (3) 

Beare -Stevenson cutis gyrata syndrome, 123790 (3) 

Crouzon craniofacial dysostosis, 123500 (3) 

Jackson-Weiss syndrome, 123150 (3) 

Pfeiffer syndrome, 101600 (3) 


176947 


Selective T-cell defect (3) 


176960 


Pituitary tumor, invasive (3) 


177000 


Protoporphyria, erythropoietic (3) 

Protoporphyria, erythropoietic, recessive, with liver failure (3) 


177070 


Hermansky-Pudlak syndrome, 203300 (1) (?) 
Spherocytosis, hereditary, Japanese type (3) 


177900 


Psoriasis susceptibility-1 (2) 


178300 


Ptosis, hereditary congenital, 1 (2) 


178600 


Pulmonary hypertension, familial primary (2) 


178640 


Pulmonary alveolar proteinosis, congenital, 265 120 (3) 


179095 


Male infertility (1) (?) 


179450 


Ragweed sensitivity (2) (?) 


179605 


Butterfly dystrophy, retinal (3) 

Macular dystrophy (3) 

Retinitis pigmentosa, digenic (3) 

Retinitis pigmentosa-7, peripherin-related (3) 

Retinitis punctata albescens (3) 


179615 


Reticulosis, familial histiocytic, 267700 (3) 

Severe combined immunodeficiency, B cell-negative, 601457 (3) 


179616 


Severe combined immunodeficiency, B cell-negative, 601457 (3) 


179755 


Renal cell carcinoma, papillary, 1 (2) 


179820 


[Hyperproreninemia] (3) 


180069 


Leber congenital amaurosis-2, 204100 (3) 

Retinal dystrophy, autosomal recessive, childhood-onset (3) 

Retinitis pigmentosa-20 (3) 


180071 


Retinitis pigmentosa, autosomal recessive (3) 
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180072 


Night blindness, congenital stationary, type 3, 163500 (3) 
Retinitis pigmentosa, autosomal recessive (3) 


180090 


Retinitis pigmentosa, autosomal recessive (3) 


180100 


Retinitis pigmentosa-1 (2) 


180104 


Retinitis pigmentosa-9 (2) 


180105 


Retinitis pigmentosa- 10 (2) 


180200 


Bladder cancer, 109800 (3) 
Osteosarcoma, 259500 (2) 
Pinealoma with bilateral retinoblastoma (2) 
Retinoblastoma (3) 


180240 


Leukemia, acute promyelocyte ( 1 ) 


180250 


Retinol binding protein, deficiency of (1) (?) 


180297 


Anemia, hemolytic, Rh-null, suppressor type, 268150 (3) 


180380 


Night blindness, congenita! stationery, rhodopsin-related (3) 
Retinitis pigmentosa, autosomal recessive (3) 
Retinitis pigmentosa-4, autosomal dominant (3) 


180381 


Oguchi disease-2, 258100 (3) 


180385 


Leukemia, acute T-cell (2) 


180721 


Retinitis pigmentosa, digenic (3) 


180840 


Susceptibility to IDDM (1) (?) 


180860 


Russell-Silver syndrome (2) 


180901 


Central core disease, 1 17000 (3) 

Malignant hyperthermia susceptibility 1, 145600(3) 


181405 


Scapuloperoneal spinal muscular atrophy, New England type (2) 


181430 


Scapuloperoneal syndrome, myopathic type (2) 


181460 


Schistosoma mansoni, susceptibility/resistance to (2) 


181510 


Schizophrenia (2) (?) 


181600 


Sclerotylosis (2) (?) 


182138 


Anxiety-related personality traits (3) 


182280 


Small-cell cancer of lung (2) 


182290 


Smith-Magenis syndrome (2) 


182380 


Glucose/galactose malabsorption (3) 


182381 


Renal glucosuria, 253100 (1) (?) 


182452 


Lung cancer, small cell (3) 


182500 


Cataract, congenital (2) (?) 


182600 


Spastic paraplegia-3A (2) 


182601 


Spastic paraplegia-4 (3) 


182860 


Elliptocytosis-2 (3) 
Pyropoikilocytosis (3) 
Spherocytosis, recessive (3) 


182870 


Anemia, neonatal hemolytic, fatal and near-fatal (3) 
Elliptocytosis-3 (3) 
Spherocytosis- 1 (3) 


182900 


Spherocytosis-2 (3) 


183600 


Split hand/foot malformation, type 1 (2) 


185000 


Stomatocytosis I (1) C?) 


185430 


Atherosclerosis, susceptibility to (3) (?) 


185470 


Myopathy due to succinate dehydrogenase deficiency (1) (?) 


185800 


Symphalangism, proximal (2) 
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. 186580 


Arthrocutaneouveal granulomatosis (2) 


186740 


Immunodeficiency due to defect in CD3-gamma (3) 


186770 


Leukemia, T-cell acute lymphocytic (2) 


186780 


CD3. zeta chain, deficiency (1) 


186830 


Immunodeficiency, T-cell receptor/CD3 complex (3) 


186855 


Leukemia-2, T-cell acute lymphoblastic (3) 


186860 


Leukemia/lymphoma, T-cell (2) 


186880 


Leukemia/lymphoma, T-cell (3) 


186921 


Leukemia, T-cell acute lymphoblastic (2) 


186940 


[CD4(+) lymphocyte deficiency] (2) 
Lupus erythematosus, susceptibility to (2) 


186960 


Leukemia/lymphoma, T-cell (2) 


187040 


Leukemia-1, T-cell acute lymphoblastic (3) 


188025 


Thrombocytopenia, Paris-Trousseau type (2) (?) 


188040 


Thrombophilia due to thrombomodulin defect (3) 


188070 


Bleeding disorder due to defective thromboxane A2 receptor (3) 


188450 


Goiter, adolescent multinodular (1) 
Goiter, nonendemic, simple (3) 
Hypothyroidism, hereditary congenital (3) 


188540 


Hypothyroidism, nongoitrous (3) 


188550 


Thyroid papillary carcinoma (1) 


188826 


Sorsby fundus dystrophy, 1 36900 (3) _J 


189800 


Preeclampsia/eclampsia (2) (?) 


189980 


Leukemia, chronic myeloid (3) j 


190000 


Atransferrinemia (1) 


190020 


Bladder cancer, 109800(3) 


190040 


Dermatofibrosarcoma protuberans (3) 
Giant-cell fibroblastoma (3) 
Meningioma, SIS-related (3) 


190070 


Colorectal adenoma (1) 
Colorectal cancer ( 1 ) 


190080 


Burkitt lymphoma (3) 


190100 


Geniospasm (2) 


190182 


Colon cancer (3) 

Colorectal cancer, familial nonpolyposis, type 6 (3) 


190195 


Ichthyosiform erythroderma, congenital, 242100 (3) 
Ichthyosis, lamellar, autosomal recessive, 242300 (3) 


190198 


Leukemia, T-cell acute lymphoblastic (2) 


190300 


Tremor, familial essential, 1 (2) 


190350 


Trichorhinophalangeal syndrome, type I (2) 


190450 


Hemolytic anemia due to triosephosphate isomerase deficiency (3) 


190605 


Triphalangeal thumb-polysyndactyly syndrome (2) 


190685 


Down syndrome (1) 


190900 


Colorblindness, tritan (3) 


191010 


Cardiomyopathy, familial hypertrophic, 3, 1 15196 (3) 


191030 


Nemaline myopathy- 1, 161800 (3) 


191044 


Cardiomyopathy, familial hypertrophic (3) 


191045 


Cardiomyopathy, familial hypertrophic, 2, 1 15195 (3) 


191092 


Tuberous sclerosis-2 (3) 
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191100 


Tuberous sclerosis- 1 (3) 


191170 


Colorectal cancer, 1 14500 (3) 
Li-Fraumeni syndrome (3) 


191181 


Cervical carcinoma (2) 


191290 


Segawa syndrome, recessive (3) 


191315 


Insensitivity to pain, congenital, with anhidrosis, 256800 (3) 


191540 


[Urate oxidase deficiency] (1) 


192090 


Breast cancer, lobular (3) 
Endometrial carcinoma (3) 
Gastric cancer, familial, 137215 (3) 
Ovarian carcinoma (3) 


192340 


Diabetes insipidus, neurohypophyseal, 125700 (3) 


192500 


Jervell and Lange-Nielsen syndrome, 220400 (3) 
Long QT syndrome- 1 (3) 


192974 


Glycoprotein la deficiency (2) (?) 
Neonatal alloimmune thrombocytopenia (2) 


193235 


Vitreoretinopathy, neovascular inflammatory (2) j 


193300 


Renal cell carcinoma (3) 

von Hippel-Lindau syndrome (3) 


193500 


Craniofacial-deafness-hand syndrome, 122880 (3) 
Rhabdomyosarcoma, alveolar, 268220 (3) 
Waardenburg syndrome, type I (3) 
Waardenburg syndrome, type III, 148820 (3) 


194070 


Denys-Drash syndrome (3) 
Frasier syndrome, 136680 (3) 
Wilms tumor, type 1 (3} 


194071 


Adrenocortical carcinoma, hereditary, 202300 (2) 
Wilms tumor, type 2 (2) 


194190 


Wolf-Hirschhorn syndrome (2) 


200150 


Choreoacanthocytosis (2) 


200350 


Acetyl-CoA carboxylase deficiency (1) 


200990 


Acrocallosal syndrome (2) (?) 


201450 


Acyl-CoA dehydrogenase, medium chain, deficiency of (3) 


201460 


Acyl-CoA dehydrogenase, long chain, deficiency of (3) 


201470 


Acyl-CoA dehydrogenase, short-chain, deficiency of (3) 


201475 


VLCAD deficiency (3) 


201810 


3 -beta-hydroxy steroid dehydrogenase, type II, deficiency (3) 


201910 


Adrenal hyperplasia, congenital, due to 21 -hydroxylase deficiency (3) 


202010 


Adrenal hyperplasia, congenital, due to 1 1 -beta-hydroxylase deficiency (3) 
Aldosteronism, glucocorticoid-remediable (3) 


203100 


Albinism, oculocutaneous, type IA (3) 

Waardenburg syndrome/ocular albinism, digenic, 103470 (3) 


203310 


Ocular albinism, autosomal recessive (2) (/) 


203500 


Alkaptonuna (3) 


203740 


Alpha-ketoglutarate dehydrogenase deficiency (1) 


203750 


3-ketothiolase deficiency (3) 


203800 


Alstrom syndrome (2) 


204500 


Ceroid-lipofuscinosis, neuronal 2, classic late infantile (2) 


205100 


Amyotrophic lateral sclerosis, juvenile (2) 


205900 


Anemia, Diamond-Blackfan (2) 
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207750 


Hyperlipoproteinemia, type lb (3) 


207800 


Argininemia (3) 


i 208100 


Arthrogryposis multiplex congenita, neurogenic (2) 


208250 


Jacobs syndrome (2) 


208400 


Aspartylglucosaminuria (3) 


208900 


Ataxia-telangiectasia (3) 

B-cell non-Hodgkin lymphoma, sporadic (3) 

T-cell prolymphocyte leukemia, sporadic (3) 


209900 


Bardet-Biedl syndrome 2 (2) 


209901 


Bardet-Biedl syndrome 1 (2) 


210900 


Bloom syndrome (3) 


211420 


Breast cancer, ductal (2) 


212138 


Camitine-acylcarniiine translocase deficiency (3) 


212200 


Camosinemia (2) 


213700 


Cerebrotendinous xanthomatosis (3) 


214300 


Klippel-Feil syndrome (2) (?) 


214400 


Charcot-Marie-Tooth neuropathy-4A (2) 


214500 


Chediak-Higashi syndrome (3) 


215700 


Citrullinemia (3) 


216550 


Cohen syndrome (2) 


216900 


Achromatopsia (2) 


216950 


Clr/Cls deficiency, combined (1) 


217000 


C2 deficiency (3) 


217030 


C3b inactivator deficiency (3) 


217050 


C6 deficiency (1) 

Combined C6/C7 deficiency (1) 


217070 


C7 deficiency (1) 


217800 


Macular corneal dystrophy (2) 


218000 


Andermann syndrome (2) 


218030 


Apparent mineralocorticoid excess, hypertension due to (3) 


219800 


Cystinosis, nephropathy (3) 


221770 


Polycystic lipomembranous osteodysplasia with sclerosing 
leukencephalopathy (2) 


221820 


Gliosis, familial progressive subcortical (2) 


222100 


Diabetes mellitus, insulin-dependent- 1 (2) (?) 


222600 


Achondrogenesis lb, 600972 (3) 
Atelosteogenesis II, 256050 (3) 
Diastrophic dysplasia (3) 


222700 


Lysinuric protein intolerance (2) 


222745 


DECR deficiency (2) (?) 


222800 


Hemolytic anemia due to bisphosphoglyccrate mutase deficiency (1) 


222900 


Sucrose intolerance (3) 


223000 


Lactase deficiency, adult, 223100 (1) (?) 
Lactase deficiency, congenital (1) (?) 


223360 


Dopamine-beta-hydroxylase deficiency (1) 


223900 


Dysautonomia, familial (2) 


224100 


Congenital dyserythropoietic anemia II (2) 


224120 


Dyserythropoietic anemia, contenital, type I (2) 


225500 


Ellis-van Creveld syndrome (2) 
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226450 


Epidermolysis bullosa in versa, junctional (2) 


227220 


J* Eye color, brown] (2) 


227400 


Hemorrhagic diathesis due to factor V deficiency (1) 
Thromboembolism susceptibility due to factor V Leiden (3) 


227500 


Factor VII deficiency (3) 


227600 


Factor X deficiency (3) 


227645 


Fanconi anemia, type C (3) 


227646 


Fanconi anemia, type D (2) 


227650 


Fanconi anemia, type A (3) 


229000 


Fletcher factor deficiency (1) 


229300 


Friedreich ataxia (3) 

Friedreich ataxia with retained reflexes (2) 


229600 


Fructose intolerance (3) 


229700 


Fructose-bisphosphatase deficiency (1) 


230000 


Fucosidosis (3) 


230200 


Galactokinase deficiency with cataracts (3) 


230350 


Galactose epimerase deficiency (3) 


230450 


Hemolytic anemia due to gamma-glutamylcysteme synthetase deficiency 
(1) 


230500 


GM1 -gangliosidosis (3) 
Mucopolysaccharidosis IVB (3) 


230800 


Gaucher disease (3) 

Gaucher disease with cardiovascular calcification (3) 


231200 


Bernard-Soulier syndrome (3) 


231550 


Achalasia-addisoniamsm-alacrirma syndrome (2) 


231670 


Glutaricaciduria, type I (3) 


231675 


Glutaricaciduria, type IIC (3) 


231680 


Glutaricaciduria, type IIA (1) 


231950 


Glutathioninuria (1) 


232000 


Propionicacidemia, type I or pec A type (1) 


232050 


Propionicacidemia, type II or pccB type (3) 


232200 


Glycogen storage disease I (3) 


232400 


Glycogen storage disease Ilia (1) 
Glycogen storage disease Illb (3) 


232600 


McArdle disease (3) 


232700 


Glycogen storage disease VI (3) 


232800 


Glycogen storage disease VII (3) 


233100 


[Renal glucosuria] (2) 


233690 


Chronic granulomatous disease, autosomal, due to deficiency of CYBA (3) 


233700 


Chronic granulomatous disease due to deficiency of NCF-1 (3) 


233710 


Chronic granulomatous disease due to deficiency of NCF-2 (1) 


234000 


Factor XII deficiency (3) 


. 234200 


Neurodegeneration with brain iron accumulation (2) 


235200 


Hemochromatosis (3) 


235800 


fHistidinemia] (1) 


236100 


Holoprosencephaly-1 (2) 


236200 


Homocystinuria, B6-responsive and nonresponsive types (3) 


236700 


McKusick-Kaufman syndrome (2) 


236730 


Urofacial syndrome (2) 
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237300 


Carbamoylphosphate synthetase I deficiency (3) 


238300 


Hyperglycinemia, nonketotic, type I (3) 


238310 


Hyperglycinemia, nonketotic, type II (1) 


238600 


Chylomicronemia. syndrome, familial (3) 




Combined hyperlipemia, familial (3) 




Hyperlipoproteinemia I (1) 




Lipoprotein lipase deficiency (3) 


238970 


HHH syndrome (2) (?) 


239500 


Hyperprolinemia, type I (1) 


240300 


Autoimmune polyglandular disease, type I (3) 


243500 


Isovalericacidemia (3) 


245000 


Papillon-Lefevre syndrome (2) 


245050 


Ketoacidosis due to SCOT deficiency (3) 


245200 


Krabbe disease (3) 


245349 


Lacticacidemia due to PDX1 deficiency (3) 


245900 


Fish-eye disease (3) 




Norum disease (3) 


246450 


HMG-CoA lyase deficiency (3) 


246530 


Leukotriene C4 synthase deficiency (1) 


246900 


Lipoamide dehydrogenase deficiency (3) 


247200 


Miller-Dieker lissencephaly syndrome (2) 


247640 


Leukemia, acute lymphoblastic (2) 


248510 


Mannosidosis, beta- (3) 


248600 


Maple syrup urine disease, type la (3) 


248610 


Maple syrup urine disease, type II (3) 


248611 


Maple syrup urine disease, type lb (3) 


249000 


Meckel syndrome (2) 


249270 


Thiamine-responsive megaloblastic anemia (2) 


250100 


Metachromatic leukodystrophy (3) 


250800 


Methemoglobinemia, type I (3) 




Methemoglobinemia, type II (3) 


250850 


Hypermethioninemia, persistent, autosomal dominant, due to methionine 




adenosyltransferase I/III deficiency (3) 


251000 


Methylmalonicaciduria, mutase deficiency type (3) 


251170 


Mevalonicaciduria (3) 


252500 


Mucolipidosis II (1) 




Mucolipidosis III (1) 


252800 


Mucopolysaccharidosis Ih (3) 




Mucopolysaccharidosis Ih/s (3) 




Mucopolysaccharidosis Is (3) 


252920 


Sanfilippo syndrome, type B (3) 


252940 


Sanfilippo syndrome, type D (1) 


253000 


Mucopolysaccharidosis IV A (3) 


253200 


Maroteaux-Lamy syndrome, several forms (3) 


253220 


Mucopolysaccharidosis VII (3) 


253250 


Mulibrey nanism (2) 


253260 


Biotinidase deficiency (3) 


253270 


Multiple carboxylase deficiency, biotin-responsive (3) 


253601 


Miyoshi myopathy, 254130 (2) 
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Muscular dystrophy, limb-girdle, type 2B (2) 


253700 


Muscular dystrophy, limb-girdle, type 2C (3) 


253800 


Fukuyama type congenital muscular dystrophy (2) 
Walker- Warburg syndrome, 236670 (2; (rj 


254210 


Myasthenia gravis, familial infantile (2) 


254770 


Epilepsy, juvenile myoclonic (2) 


255800 


Schwartz-Jampel syndrome (2) 


256030 


Nemaline myopathy-2 (2) 


256100 


Nephrophthisis, juvenile (3) 


256540 


Galactosialidosis (3) 


256550 


Sialidosis, type I (3) 
Sialidosis, type II (3) 


256731 


Ceroid-lipofuscinosis, neuronal-5, variant late infantile (3) 


257200 


Niemann-Pick disease, type A (3) 
Niemann-Pick disease, type B (3) 


257220 


Niemann-Pick disease, type C.(3) 
Niemann-Pick disease, type D, 257250 (2) 


258501 


3-methylglutaconicaciduria, type III (2) 


258870 


Gyrate atrophy of choroid and retina with ornithinemia, B6 responsive or 
unresponsive (3) 


258900 


Oroticaciduria (3) 


259700 


Osteopetrosis, recessive (2) 


259730 


Renal tubular acidosis-osteopetrosis syndrome (3) 


259770 


Osteoporosis-pseudoglioma syndrome (2) 


259900 


Hyperoxaluria, primary, type 1 (3) 


261510 


Pseudo-Zellweger syndrome (1) 


261600 


Phenylketonuria (3) 
[Hyperphenylalaninemia, mild] (3) 


261640 


Phenylketonuna due to PTS deficiency (3) 


261670 


»lT A% J A 1 t 1 A A. J C ' /T\ 

Myopathy due to phosphoglycerate mutase deficiency (3) 


262000 


Bjomstad syndrome (2) 


262850 


Plasmin inhibitor deficiency (3) 


263200 


Polycystic kidney disease, autosomal recessive (2) 


263700 


Porphyria, congenital erythropoietic (3) 


264300 


Pseudohermaphroditism, male, with gynecomastia (3) 


264470 


A] 1 1 J A. 1 J j \ / r S\ 

Adrenoleukodystrophy, pseudoneonatal (2) 


264600 


Pseudovaginal perineoscrotal hypospadias (3) 


264700 


Pseudo-vitamin D dependency rickets 1 (2) 


264900 


Factor XI deficiency (3) 


266100 


Pyridoxine dependency with seizures (1) (?) 


266150 


Pyruvate carboxylase deficiency (3) 


266200 


Anemia, hemolytic, due to PK deficiency (3) 


266300 


[Hair color, red] (2) 


266600 


Inflammatory bowel disease- 1 (2) 


267750 


Knobloch syndrome (2) 


268800 


Sandhoff disease, infantile, juvenile, and adult forms (3) 
Spinal muscular atrophy, HEXB-related (3) 


268900 


[Sarcosinemia] (2) 


269920 


Salla disease (2) 
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270200 


Sjogren-Larsson syndrome (3) 


270800 


Spastic paraplegia-5A (2) 


271245 


Spinocerebellar ataxia-8, infantile, with sensory neuropathy (2) 


271900 


Canavan disease (3) 


272750 


GM2-gangliosidosis, AB variant (3) 


272800 


GM2-gangliosidosis, juvenile, adult (3) 

Tay-Sachs disease (3) 

["Hex A pseudodeficiency] (1) 


273300 


Male germ cell tumor (2) 


273800 


Glanzmann thrombasthenia, type A (3) 
Thrombocytopenia, neonatal alloimmune (1) 


274180 


Thromboxane synthase deficiency (2) 


274270 


Thymine-uraciluria (1) 

Fluorouracil toxicity, sensitivity to (1) 


274500 


Goiter, congenital (3) 
Hypothyroidism, congenital (3) 
Thyroid iodine peroxidase deficiency (1) 


274600 


Deafness, autosomal recessive 4 (3) 
Pendred syndrome (3) 


275200 


Graves disease, 275000 (1) 
Hyperthroidism, congenital (3) 

Hypothyroidism, nongoitrous, due to TSH resistance (3) 
Thyroid adenoma, hyperfunctioning (3) 


275350 


Transcobalamin II deficiency (3) 


276000 


Pancreatitis, hereditary, 167800 (3) 
Trypsinogen deficiency (1) 


276600 


Tyrosinemia, type II (3) 


276700 


Tyrosinemia, type I (3) 


276710 


Tyrosinemia, type III (1) 


276901 


Usher syndrome, type 2 (3) 


276902 


Usher syndrome, type 3 (2) 


276903 


Deafness, autosomal dominant 11, neurosensory, 601317 (3) 
Deafness, autosomal recessive 2, neurosensory, 600060 (3) 
Usher syndrome, type IB (3) 


276904 


Usher syndrome, type 1C (2) 


277700 


Werner syndrome (3) 


277730 


Wernicke -Korsakoff syndrome, susceptibility to (1) 


277900 


Wilson disease (3) 


278000 


Cholesteryl ester storage disease (3) 
Wolman disease (3) 


278250 


Wrinkly skin syndrome (2) 


278300 


Xanthinuria, type I (3) 


278700 


Xeroderma pigmentosum, group A (3) 


278720 


Xeroderma pigmentosum, group C (3) 


278760 


Xeroderma pigmentosum, group F (3) 


300011 


Cutis laxa, neonatal (3) 
Menkes disease, 309400 (3) 
Occipital horn syndrome, 304150 (3) 


300029 


Retinitis pigmentosa- 1 5 (2) 


300031 


Mental retardation, X-linked, FRAXF type (3) 
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300032 


Alpha-thalassemia/mental retardation syndrome, type 2, 301040 (3) 
Juberg-Marsidi syndrome, 309590 (3) 


300044 


?Wernicke-Korsakoff syndrome, susceptibility to (1) 


300046 


Mental retardation, X-linked 23, nonspecific (2) 


300047 


Mental retardation, X-linked 20 (2) 


300048 


Intestinal pseudoobstruction, neuronal, X-linked (2) 


300049 


BPNH/MR syndrome (2) 

Nodular heterotopia, bilateral periventricular (2) | 


300055 


Mental retardation with psychosis, pyramidal signs, and macroorchidism 
(2) 


300071 


Night blindness, congenital stationary, type 2 (2) 


300075 


Coffin-Lowry syndrome, 303600 (3) 


300077 


Mental retardation, X-linked 29 (2) 


300085 


Cone dystrophy, progressive X-linked, 2 (2) 


300088 


Epilepsy, female restricted, with mental retardation (2) 


300100 


Adrenoleukodystrophy (3) 
Adrenomyeloneuropathy (3) 


300104 


Mental retardation, X-linked nonspecific, 309541 (3) 


300110 


Night blindness, congenital stationary, X-linked incomplete, 300071 (3) 


300123 


Mental retardation with isolated growth hormone deficiency (2) 


300126 


Dyskeratosis congenita- 1, 305000 (3) 


300300 


Agammaglobulinemia, type 1, X-linked (3) 

XLA and isolated growth hormone deficiency, 307200 (3) (?) 


300600 


Ocular albinism, Forsius-Eriksson type (2) 


300700 


Albinism-deafness syndrome (2) 


301000 


Thrombocytopenia, X-linked, 3 1 3900 (3) 
Wiskott-Aldrich syndrome (3) 


301200 


Amelogenesis imperfecta (3) 


301201 


Amelogenesis imperfecta-3, hypoplastic type (2) (?) 


301300 


Anemia, sideroblastic/hypochromic (3) 


301310 


Anemia, sideroblastic, with spinocerebellar ataxia (2) (?) 


301500 


Fabry disease (3) 


301590 


Anophthalmos-1 (2) (?) 


301830 


Arthrogryposis, X-linked (spinal muscular atrophy, infantile, X-linked) (2) 


301835 


Arts syndrome (2) 


301845 


Bazex syndrome (2) 


301900 


Borjeson-Forssman-Lehmann syndrome (2) 


302060 


Barth syndrome (3) 

Cardiomyopathy, X-linked dilated, 300069 (3) 
Endocardial fibroelastosis-2 (2) 

Noncompaction of left ventricular myocardium, isolated (3) 


302350 


Nance-Horan syndrome (2) 


302801 


Charcot-Marie-Tooth neuropathy, X-linked-2, recessive (2) 


! 302960 


Chondrodysplasia punctata, X-linked dominant (2) , 


303400 


Cleft palate, X-linked (2) 


303630 


Alport syndrome, 301050 (3) 
Leiomyomatosis-nephropathy syndrome, 308940 (1) 


303631 


Leiomyomatosis, diffuse, with Alport syndrome (3) 


303700 


Colorblindness, blue monochromatic (3) 
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303800 


Colorblindness, deutan (3) 


303900 


Colorblindness, protan (3) 


304040 . 


Charcot-Marie-Tooth neuropathy, X-linked-1, dominant, 302800 (3) 


304340 


Mental retardation, X-linked, syndromic-5, with Dandy-Walker 
malformation, basal ganglia disease, and seizures (2) 


| 304500 


Deafness, X-linked 2, perceptive congenital (2) 


304700 


Deafness, X-linked 1 , progressive (3) 
Jensen syndrome, 31 1 150 (3) 
Mohr-Tranebjaerg syndrome (3) 


304800 


Diabetes insipidus, nephrogenic (3) 


305100 


Anhidrotic ectodermal dysplasia (2) 


305400 


Aarskog-Scott syndrome (3) 


305435 


Heterocellular hereditary persistence of fetal hemoglobin, Swiss type (2) 


305450 


FG syndrome (2) 


305900 


Favism (3) 

G6PD deficiency (3) 

Hemolytic anemia due to G6PD deficiency (3) 


306000 


Glycogenosis, X-linked hepatic, type I (3) 
Glycogenosis, X-linked hepatic, type II (3) 


306100 


Gonadal dysgenesis, XY female type (2) 


306250 


Leukemia, acute myeloid, M2 type (l) 


306700 


Hemophilia A (3) 


306900 


Hemophilia B (3) 


306955 


Heterotaxy, X-linked visceral (3) 


306995 


f ?Homosexuality, male] (2) 


307150 


Hypertrichosis, congenital generalized (2) 


307700 


Hypoparathyroidism, X-linked (2) 


307800 


Hypophosphatemia, hereditary (3) 


308000 


HPRT-related gout (3) 
Lesch-Nyhan syndrome (3) 


308100 


Ichthyosis, X-linked (3) 

Placental steroid sulfatase deficiency (3) 


308240 


Lymphoproliferative syndrome, X-linked (2) 


308300 


Incontinentia pigmenti, sporadic type (2) 


308310 


Incontinentia pigmenti, familial (2) 


308380 


Combined immunodeficiency, X-linked, moderate, 312863 (3) 
Severe combined immunodeficiency, X-linked, 300400 (3) 


308800 


Keratosis follicularis spinulosa decalvans (2) 


308840 


Hydrocephalus due to aqueductal stenosis, 307000 (3) 
MAS A syndrome, 303350 (3) 
Spastic paraplegia, 312900 (3) 


309000 


Lowe syndrome (3) 


309200 


Manic-depressive illness, X-linked (2) (?) i 


309300 


Megalocornea, X-IinKea (z; 


309470 


Mental retardation, X-linked, syndromic-3, with spastic diplegia (2) 


309500 


Renpenning syndrome- 1 (2) 


309510 


Mental retardation, X-linked, syndromic -1, with dystonic movements, 
ataxia, and seizures (2) 


309548 


Mental retardation, X-linked, FRAXE type (3) 


309605 


Mental retardation, X-linked, syndromic-4, with congenital contractures 
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and low fingertip arches (2) 


309610 


Mental retardation, X-linked, syndromic-2, with dysmorphism and cerebral 
atrophy (2) 


309620 


Mental retardation-skeletal dysplasia (2) 


309850 


Brunner syndrome (3) 


309900 


Mucopolysaccharidosis II (3) 


310300 


Emery-Dreifuss muscular dystrophy (3) 


310400 


Myotubular myopathy, X-linked (3) 


310460 


Bornholm eye disease (2) 
Myopia- 1 (2) 


310490 


Cowchock syndrome (2) 


311050 


Optic atrophy, X-linked (2) 


311200 


Oral-facial-digital syndrome 1 (2) 


311300 


Otopalatodigital syndrome, type I (2) 


311510 


Waisman parkinson ism-mental retardation syndrome (2) 


311770 


Paroxysmal nocturnal hemoglobinuria (3) 


311800 


Hemolytic anemia due to PGK deficiency (3) 
Myoglobinuria/hemolysis due to PGK deficiency (3) 


311850 


Phosphoribosyl pyrophosphate synthetase-related gout (3) 


311870 


Muscle glycogenosis (3) 


312000 


Panhypopituitarism, X-linked (2) 


312040 


N syndrome, 310465 (1) (?) 


312060 


Properdin deficiency, X-linked (3) ! 


312080 


Pelizaeus-Merzbacher disease (3) 
Spastic paraplegia-2, 312920 (3) 


312170 


Pyruvate dehydrogenase deficiency (3) 


312700 


Retinoschisis (3) 


312760 


Turner syndrome (1) 


312865 


Langer mesomelic dysplasia, 249700 (3) 
Leri-Weill dyschondrosteosis, 127300 (3) 

Short stature, idiopathic familial (3) j 


313400 


Spondyloepiphyseal dysplasia tarda (2) 


313850 


Thoracoabdominal syndrome (2) 


314250 


Dystonia-3, torsion, with parkinsonism, Filipino type (2) j 


314300 


Goeminne TKCR syndrome (2) 


314400 


Cardiac valvular dysplasia-l (2) 


314580 


Wieacker- Wolff syndrome (2) 


600020 


Prostate cancer, 176807 (3) 


600040 


Colorectal cancer (3) 


600045 


Xeroderma pigmentosum, group E, subtype 2 (1) 


600048 


Breast cancer-3 (2) 


600049 


Myelodysplasia syndrome- 1 (3) 


600059 


Retinitis pigmentosa- 13 (2) 


600065 


Leukocyte adhesion deficiency, 1 16920 (3) 


600079 


Colon cancer (3) 


600095 


Split hand/foot malformation, type 3 (2) 


600101 


Deafness, autosomal dominant 2 (2) 


600105 


Retinitis pigmentosa-1 2, autosomal recessive (2) 


600119 


Adhalinopathy, primary (1) 
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Muscular dystrophy, Duchenne-hke, type 2 (J) 


600138 


Retinitis pigmentosa- 1 1 (2) 


600140 


Rubenstein-Taybi syndrome, 180849 (3) 


600143 


Epilepsy, progressive, with mental retardation (2) 


600160 


Melanoma, 155601 (3) 


600163 


Long QT syndrome-3 (3) 


600173 


SCID, autosomal recessive, T-negative/B-positive type (3) 


| 600175 


Spinal muscular atrophy, congenital nonprogressive, of lower limbs (2) 


600179 


Leber congenital amaurosis, type I, 204000 (3) 


600184 


Carnitine acetyltransferase deficiency (1) (?) 


600185 


Breast cancer 2, early onset (3) 
Pancreatic cancer (3) 


600192 


Sarcoma, synovial (1) 


600194 


Ichthyosis bullosa of Siemens, 146800 (3) 


600202 


Dyslexia, specific, 2 (2) 


600211 


Cleidocranial dysplasia, 119600 (3) 


600221 


Venous malformations, multiple cutaneous and mucosal, 600195 (3) 


600223 


Spinocerebellar ataxia-4 (2) 


600228 


Pseudohypoaldosteronism, type 1, 264350 (3) 


600231 


Palmoplantar keratoderrna, Bothnia type (2) 


600234 


HMG-CoA synthease-2 deficiency (1) 


600243 


Temperature-sensitive apoptosis (1) 


600258 


Colorectal cancer, hereditary nonpolyposis, type 3 (3) 


600261 


Ehlers-Danlos-like syndrome (3) 


600266 


Resistance/susceptibility to TB, etc. (1) (?) 


600273 


Polycystic kidney disease, infantile severe, with tuberous sclerosis (3) 


600276 


Cerebral arteriopathy with subcortical infarcts and leukoencephalopathy, 
125310(3) 


600281 


MODY, type 1, 125850 (3) 

Non-insulin-dependent diabetes mellitus, 125853 (3) 


600309 


Atrioventricular canal defect- 1 (2) 


600310 


Epiphyseal dysplasia, multiple 1, 132400 (3) 
Pseudoachondroplasia, 177170(3) 


600318 


Diabetes mellitus, insulin-dependent, 3 (2) 


600319 


Diabetes mellitus, insulin-dependent, 4 (2) 


600320 


Insulin-dependent diabetes mellitus-5 (2) 


600321 


Diabetes mellitus, insulin-dependent, 7 (2) 


600332 


Rippling muscle disease-1 (2) 


600354 


Spinal muscular atrophy-1, 253300 (3) 
Spinal muscular atrophy-2, 253550 (3) 
Spinal muscular atrophy-3, 253400 (3) 


600359 


Bartter syndrome, type 2 (3) 


600364 


Cone dystrophy-3, 602093 (3) 


600374 


Bardet-Biedl syndrome 4 (2) 


600414 


Adrenoleukodystrophy, neonatal, 202370 (3) 


600415 


Ataxia with isolated vitamin E deficiency, 277460 (3) 


600429 


[Ii blood group, 1108001 (1) 


600430 


Brachydactyly-mental retardation syndrome (2) 


600467 


Malignant hyperthermia susceptibility 4 (2) 
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600509 


Persistent hypennsuhnemic hypoglycemia ot infancy, iwidv (3) 


600510 


Pigment dispersion syndrome (2) 


600512 


Epilepsy, partial (2) 


600525 


Trichodontoosseous syndrome. 190320 (3) 


600528 


CPT deficiency, hepatic, type I, 255120 (1) 


600536 


Myopathy, congenital (3) 


600542 


Chondrosarcoma, extraskeletal myxoid (1) 


600584 


Atrial septal defect with atrioventricular conduction detects, 1US9UU (3 ) \ 


600593 


Craniosynostosis, Adelaide type (2) 


600617 


Lipoid adrenal hyperplasia, 201710 (3) 


600618 


Leukemia, acute lymphoblastic (1) 


600623 


Prostate cancer, 176807 (2) 


600624 


Cone-rod retinal dystrophy-1 (2) 


600631 


Enuresis, nocturnal. 1 (2) 


600635 


Goiter, familial, due to 1TF-1 defect (1) 


600650 


CPT deficiency, hepatic, type II, 600649 (3) 
Myopathy due to CPT II deficiency, 2551 10 (3) 


600652 


Deafness, autosomal dominant 4 (2) 


600678 


Cancer susceptibility (3) 


600698 


Lipoma (3) 

Lipomatosis, mutiple, 151900 (2) (?) 
Salivary adenoma (3) 
Uterine leiomyoma (3) 


600701 


Lipoma (1)(?) 


600722 


Ceroid lipofuscinosis, neuronal, variant juvenile type, with granular 
osmiophilic deposits (3) 

Ceroid lipofuscinosis, neuronal- 1, infantile, 256730 (3) 


600725 


Holoprosencephaly-3, 142945 (3) 


600757 


Orofacial cleft-3 (2) 


600759 


Alzheimer disease-4 (3) 


600760 


Liddle syndrome, 177200 (3) 
Pseudohypoaldosteronism, type I, 264350 (3) 


600761 


Liddle syndrome, 177200(3) 
Pseudohvpoaldosteronism, type I, 264350 (3) 


600792 


Deafness, autosomal recessive 5 (2) 


600805 


Epidermolysis bullosa, junctional, Herlitz type (3) 


600807 


Bronchial asthma (2) 


600808 


Enuresis, nocturnal, 2 (2) 


600811 


Xeroderma pigmentosum, group E, DDB-negative subtype, 2 /8/4U (i) 


600835 


AIDS, resistance to (3) 


1 600837 


Hirschsprung disease, 142623 (3) 


600839 


Bartter syndrome, 241200 (3) 


600850 


Schizophrenia disorder-4 (2) 


600852 


Retinitis pigmentosa- 17 (2) 


600856 


Beckwith-Wiedemann syndrome, 130650 (3) 


600857 


Leigh syndrome (3) 


600881 


Cataract, congenital, zonular, with sutural opacities (2) 


600882 


Charcot-Marie-Tooth neuropathy-2B (2) 


600883 


Diabetes mellitus, insulin-dependent, 8 (2) 
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600884 


Cardiomyopathy, familial dilated IB (2) 


600887 


Endometrial carcinoma (3) 


600890 


LCHAD deficiency (3) 

Mitochondnal trifunctional protein deficiency (1) 


600897 


Cataract, zonular pulverulent- 1, 1 16200 (3) 


| 600899 


Severe combined immunodeficiency, type I, 202500 (l) (?) 


600900 


Muscular dystrophy, limb-girdle, type 2E (3) 


600918 


Cystinuria, type III (2) 


600919 


Long QT syndrome-4 with sinus bradycardia (2) 


600923 


Porphyria variegata, 176200 (3) 


600937 


Persistent hyperinsulinemic hypoglycemia of infancy, 256450 (3) 


600946 


Laron dwarfism, 262500 (3) 

Short stature, autosomal dominant, with normal serum growth hormone 

binding protein (3) 

Short stature, idiopathic (3) 


600956 


. , .. . , « . «T ~\ f \ CCA f\\ 

Persistent Mullenan duct syndrome, type 11, 261550 (3) 


600957 


Persistent Mullenan duct syndrome, type I, 261550 (3) 


600958 


Cardiomyopathy, familial hypertrophic, 4, 1 15197 (3) 


600964 


Refsum disease, adult, with increased pipecolicacidemia (2) 


600965 


Deafness, autosomal dominant 6 (2) 


600968 


Gitelman syndrome, 263800 (3) 


600971 


Deafness, autosomal recessive 6 (2) 


600974 


Deafness, autosomal recessive 7 (2) 


600975 


Glaucoma 3, primary infantile, B (2) 


600977 


Cone dystrophy, progressive (2) 


600983 


Pseudohypoaldosteronism type I, autosomal dominant, 177735 (3) 


600993 


Pancreatic cancer (3) 


600994 


Deafness, autosomal dominant 5 (2) 


600995 


Nephrotic syndrome, idiopathic, steroid-resistant (2) 


600996 


Arrhythmogenic right ventricular dysplasia-2 (2) 


600998 


Bleeding diathesis due to GNAQ deficiency (1) 


601002 


5-oxoprolinuria, 266130 (3) 

Hemolytic anemia due to glutathione synthetase deficiency, 231900 (3) 


601011 


Cerebellar ataxia, pure (3) 
Episodic ataxia, type 2, 108500 (3) 
Hemiplegic migraine, familial, 141500 (3) 
Spinocerebellar ataxia-6, 183086 (3) 


601071 


Deafness, autosomal recessive 9 (2) 


601072 


Deafness, autosomal recessive 8 (2) 


601097 


Charcot-Marie-Tooth neuropathy- 1 A, 1 18220 (3) 
Dejerine-Sottas disease, PMP22 related, 145900 (3) 
Neuropathy, recurrent, with pressure palsies, 162500 (3) 


601105 


Pycnodysostosis, 265800 (3) 


601107 


Dubin-Johnson syndrome, 237500 (3) 


601130 


Tolbutamide poor metabolizer (3) 


601 145 


Epilepsy, progressive myoclonic 1, 254800 (3) 


601146 


Acromesomelic dysplasia, Hunter-Thompson type, 201250 (3) 
Brachydactyly, type C, 113 100 (3) 
Chondrodysplasia, Grebe tvpe, 200700 (3) 


601154 


Cardiomyopathy, dilated, IE (2) 
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601199 


Hypocalcemia, autosomal dominant, 601 195 (3) 
Hypocalciunc hypercalcemia, type I, 14598U (3) 
Neonatal hyperparathyroidism, (3) 


601202 


Cataract, anterior polar-2 (2) 


601208 


Insulin-dependent diabetes memtus-l 1 (/) 


601226 


Progressive external ophthalmoplegia, type 2 (2) 


601238 


Cerebellar ataxia, Cayman type (2) 


601253 


Muscular dystrophy, limb-girdle, type IC (3) 


601267 


HIV infection, susceptibility/resistence to (3) 


601277 


Ichthyosis, lamellar, type 2 (2) 


601284 


Hereditary hemorrhagic telangiectasia-2, 600376 (3) 


601295 


Bile acid malabsorption, primary (3) 


601309 


Basal cell carcinoma, sporadic (3) 
Basal cell nevus syndrome, 109400 (3) 


601313 


Polycystic kidney disease, adult type I, 173900 (3) 


601316 


Deafness, autosomal dominant 10 (2) 


601318 


Diabetes melhtus, msuhn-dependent, 13 (2) 


601362 


DiGeorge syndrome/velocardiofacial syndrome complex-2 (2) 


601363 


Wilms tumor, type 4 (2) 


601369 


Deafness, autosomal dominant 9 (2) 


601373 


HIV infection, susceptibility/resistance to (3) 


601382 


Charcot-Marie-Tooth neuropathy-4B (2) 


601385 


Prostate cancer (1) (?) 


601386 


Deafness, autosomal recessive 12 (2) 


601387 


Breast cancer (3) 


601399 


Platelet disorder, familial, with associated myeloid malignancy (2) 


601406 


B-cell non-Hodgkin lymphoma, high-grade (3) 


601410 


Diabetes melhtus, transient neonatal (2) 


601411 


Muscular dvstrophy, limb-girdle, type 2F, 601287 (3) 


601412 


Deafness, autosomal dominant 7 (2) 


601414 


Retinitis pigmentosa-18 (2) 


601471 


Mnehms svndrome-2 (2) 


601472 


Charcot-Marie-Tooth neuropathy-2D (2) 


601493 


Cardiomyopathy, dilated IC (2) 


601494 


Cardiomyopathy, familial, dilated-2 (2) 


601498 


Peroxisomal biogenesis disorder, complementation group 4 (3) 


601499 


Rieger svndrome, type 2 (2) 


601517 


ill 1 OOAHA / "") \ 

Spinocerebellar ataxia-2, 183090 (3) 


601518 


Prostate cancer, hereditary, 1, 176807 (2) 


601542 


Rieger syndrome, type 1, 180500 (3) 


601545 


Lissencephaly-l (3) 


601567 


Combined factor V and VIII deficiency, 227300 (3) 


601 j9o 


PVnrpnt lV/f c»rif»-Tnf*tKi Tif»i irnnatHv Hpmvf?linatinp C?} 

^narCOL~lvlaIlC 1 lhjui iicuiup*iiii_y, vivi j *j v»iiiic*iiii^ \*- J 


601604 


Mycobacterial and salmonella infections, susceptibility to (3) 


601606 


Trichoepithelioma, multiple familial (2) 


601620 


Holt-Oram syndrome, 142900(3) 


601621 


Ulnar-mammary syndrome, 181450 (3) 


601622 


Saethre-Chotzen syndrome, 101400 (3) 


| 601623 


Angelman syndrome (3) 
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601649 


Blepharophimosis, epicanthus inversus, and ptosis, type 2 (2) 


601650 


Paraganglioma, familial nonchromaffin, 2 (2) i 


601652 


Glaucoma 1A, primary open angle, juvenile-onset, 13773U (J) 


601653 


Branchiootic syndrome (3) 
Branchiootorenal syndrome, 1 13650 (3) 


601666 


Insulin-dependent diabetes mellitus-15 (2) 


601669 


Hirschsprung disease, one form (2) (?) 


601676 


Acute insulin response (2) 


601680 


Distal arthrogryposis, type 2B (2) 


601682 


Glaucoma 1C, primary open angle (2) 


601687 


Meesmann corneal dystrophy, 122100 (3) 


601690 


Platelet-activating factor acetylhydrolase deficiency (3) 


601691 


Cone-rod dystrophy 3 (3) 

Fundus flavimaculatus with macular dystrophy, 248200 (3) 
Retinitis pigmentosa-19, 601718 (3) 
Stargardt disease-1, 248200 (3) 


601692 


Corneal dystrophy, Avellino type (3) 
Corneal dystrophy, Groenouw type 1, 121900 (3) 
Corneal dystrophy, lattice type I, 122200 (3) 
Reis-Bucklers corneal dystrophy (3) 


601718 


Retinitis pigmentosa-19 (2) 


601744 


Systemic lupus erythematosus, susceptibility to, 1 (2) 


601757 


Rhizomehc chondrodysplasia punctata, type 1, 215100 (3) 


601768 


Leukemia, acute myeloid (3) 


601769 


Osteoporosis, involutional (1) (?) 
Rickets, vitamin D-resistant, 277440 (3) 


601771 


Glaucoma 3 A, pnmary infantile, 231300 (3) 


601777 


Cone dystrophy, progressive (2) 


601780 


Ceroid-lipofuscinosis, neuronal-6, variant late intantile (2) 


601785 


Carbohydrate-deficient glycoprotein syndrome, type 1, 21206} (3) 


601800 


JHair color, brown] (2) 


601841 


Protein C inhibitor deficiency (2) 


601843 


Hypothyroidism, congenital, 274400 (3) 


601844 


Pseudohypoaldosteronism type II (2) 


601846 


Muscular dystrophy with rimmed vacuoles (2) 


601847 


Progressive intrahepatic cholestasis-2 (2) 


601850 


Retinitis pigmentosa-deafness syndrome (2) 


601863 


Bare lymphocyte syndrome, complementation group C (1) 


601868 


Deafness, autosomal dominant 13 (2) 


601884 


[High bone mass] (2) 


601885 


Cataract, zonular pulverulent-2 (2) 


| 601889 


Lymphoma, diffuse large cell (3) 


601916 


Pancreatic cancer (2) 


601920 


Alagille syndrome, 1 18450 (3) 


601928 


Monilethrix, 158000(3) 


601941 


Insulin-dependent diabetes mellitus-6 (2) 


601954 


Muscular dystrophy, limb-girdle, type 2G (2) 


j 601969 


Glioblastoma multiforme, 137800 (3) 
Medulloblastoma, 155255 (3) 



WO 01/22920 



PCT/US00/26524 



404 



601975 


Ectodermal dysplasia/skin fragility syndrome (3) 


601990 


Neuroblastoma ( 1 ) (?) 


602011 


Pancreatic endocrine tumors (1 ) (?"> 


602014 


Hypomagnesemia with secondary hypocalcemia (2) 


602023 


Bartter syndrome, type 3 (3) 


602025 


Obesity/hyperinsulinism, susceptibility to (2) 


602026 


Refsum disease, 266500 (3) 


602066 


Convulsions, infantile and paroxysmal choreoathetosis (2) 


602067 


Cardiomyopathy, dilated, IF (2) 


602078 


Fibrosis of extraocular muscles, congenital, I \i) 


602080 


Paget disease of bone-2 (2) 


602081 


Speech-language disorder- 1 (2) 


602082 


Corneal dystrophy, Thiel-Behnke type (2) 


602084 


Endometrial carcinoma (2) 


602085 


Postaxial Polydactyly, type A2 (2) 


602086 


Arrhythmogenic right ventricular dysplasia-3 (2) 


602087 


Arrhythmogenic right ventricular dysplasia-4 (2) 


602088 


Nephronophthisis, infantile (2) 


602089 


Hemangioma, capillary, hereditary (2) 


602091 


Marfan syndrome, atypical (3) 


602092 


Deafness, autosomal recessive 18 (2) 


602094 


Lipodystrophy, familial partial (2) 


602096 


Alzheimer disease-5 (2) 


602099 


Amytrophic lateral sclerosis-5 (2) 


602116 


Glioma (1) 


602117 


Prader-Willi syndrome (1) (?) 


602121 


Deafness, autosomal dominant nonsyndromic sensorineural, 1, 124900 (3) 


602134 


Tremor, familial essential, 2 (2) 


602136 


Adrenoleukodystrophy, neonatal, 202370 (3) 
Refsum disease, infantile, 266510 (3) 
Zellweger syndrome- 1, 214100 (3) 


602153 


Monilethrix, 158000(3) 


602216 


Peutz-Jeghers syndrome, 1 75200 (3) 


602218 


Townes-Brocks syndrome, 107480 (3) 


602221 


Stem-cell leukemia/lymphoma syndrome (3) 


602225 


Cone-rod retinal dystrophy-2, 120970 (3) 
Leber congenital amaurosis, type III (3) 


602235 


Epilepsy, benign, neonatal, type 1, 121200 (3) 


602279 


Oculopharyngeal muscular dystorphy, 164300 (3) 

Oculopharyngeal muscular dystrophy, autosomal recessive, 257950 (3) 


602280 


Retinitis pigmentosa- 14, 600132 (3) 


602363 


Ellis-van Creveld-like syndrome (2) 


602397 


Cholestasis, benign recurrent intrahepatic, 243300 (3) 
Cholestasis, progressive familial intrahepatic- 1, 21 1600 (3) 


602404 


Parkinson disease, type 3 (2) 


602421 


Congenital bilateral absence of vas deferens, 277180 (3) 

Cystic fibrosis, 219700 (3) 

Sweat chloride elevation without CF (3) 


602447 


Coronary artery disease, susceptibility to (3) 
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602460 


Deafness, autosomal dominant 15, 602459 (j) 


602475 


Ossification of posterior longitudinal ligament of spine (2) 


602476 


Febrile convulsions, familial, 1 (2) 


602477 


Febrile convulsions, familial, 2 (2) 


602491 


Hvperlipidemia, familial combined. 1 (2) 


602522 


Bartter syndrome, infantile, with sensorineural deafness (2) 


602544 


Parkinson disease, juvenile, type 2, 6001 16 (3) 


602574 


Deafness, autosomal dominant 12, 601842 (3) 
Deafness, autosomal dominant 8, 601543 (3) 


602575 


Nail-patella syndrome with open-angle glaucoma, 137750 (3) 
Nail-patella syndrome, 161200 (3) 


602616 


Carbohydrate-deficient glycoprotein syndrome, type II, 212066 (3) 


602629 


Dystonia-6, torsion (2) 


602631 


Breast Cancer (3) 
Rhabdomyosarcoma, 268210 (3) 


602639 


Hypodontia, autosomal recessive (2) 


602666 


Deafness, autosomal recessive 3, 600316 (3) 


602667 


Nijmegen breakage syndrome, 251260 (3) 


602669 


Anterior segment mesenchymal dysgenesis and cataract, 107250 (3) 
Cataract, congenital (3) 


602716 


Nephrosis- 1, congenital, Finnish type, 256300 (3) 


602759 


Prostate cancer, hereditary, 2, 176807 (2) 


602771 


Muscular dystrophy, congenital, with early spine rigidity (2) 


602772 


Retinitis pitmentosa-24 (2) 


602782 


Faisalabad histiocytosis (2) 


602783 


Spastic paraplegia-7 (3) 
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The polypeptides of the invention can be prepared in any suitable manner. Such 
polypeptides include isolated naturally occurring polypeptides, recombinantly produced 
polypeptides, synthetically produced polypeptides, or polypeptides produced by a 
combination of these methods. Means for preparing such polypeptides are well understood in 
5 the art. 

The polypeptides may be in the form of the secreted protein, including the mature 
form, or may be a part of a larger protein, such as a fusion protein (see below). It is often 
advantageous to include an additional amino acid sequence which contains secretory or 
leader sequences, pro-sequences, sequences which aid in purification, such as multiple 

1 0 histidine residues, or an additional sequence for stability during recombinant production. 

The polypeptides of the present invention are preferably provided in an isolated form, 
and preferably are substantially purified. A recombinantly produced version of a 
polypeptide, including the secreted polypeptide, can be substantially purified using 
techniques described herein or otherwise known in the art, such as, for example, by the one- 

15 step method described in Smith and Johnson, Gene 67:31-40 (1988). Polypeptides of the 
invention also can be purified from natural, synthetic or recombinant sources using 
techniques described herein or otherwise known in the art, such as, for example, antibodies of 
the invention raised against the colon cancer antigens in methods which are well known in 
the art. 

20 The present invention provides a polynucleotide comprising, or alternatively 

consisting of, the nucleic acid sequence of SEQ ID NO:X, and/or a cDNA contained in the 
ATCC deposit. The present invention also provides a polypeptide comprising, or 
alternatively, consisting of, the polypeptide sequence of SEQ ID NO:Y and/or a polypeptide 
encoded by a cDNA contained in the ATCC deposit. Polynucleotides encoding a polypeptide 

25 comprising, or alternatively consisting of the polypeptide sequence of SEQ ID NO:Y and/or a 
polypeptide sequence encoded by a cDNA contained in the ATCC deposits are also 
encompassed by the invention. 

Many polynucleotide sequences, such as EST sequences, are publicly available and 
accessible through sequence databases and may have been publicly available prior to 

30 conception of the present invention. Preferably, such related polynucleotides are specifically 
excluded from the scope of the present invention. To list every related sequence would 
unduly burden the disclosure of this application. Accordingly, for each "Contig Id" listed in 
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the third column of Table 7, preferably excluded are one or more polynucleotides 
comprising a nucleotide sequence described in the second column of Table 7 by the general 
formula of a-b, each of which are uniquely defined for the SEQ ID NO:X corresponding to 
that Contig Id in the fourth column of Table 7. Additionally, specific embodiments are 

5 directed to polynucleotide sequences excluding one, two, three, four or more of the specific 
polynucleotide sequences referenced by Genbank Accession No. for each Contig Id which 
may be included in column five of Table 7. In no way is this listing meant to encompass all 
of the sequences which may be excluded by the general formula, it is just a representative 
example. All references available through these accessions are hereby incorporated by 

10 reference in their entirety. 
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